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AHAJIN3 YACTOTHBI 1 CTPYKTYPbI BPOKIAEHHbBIX ITOPOKOB
PA3BBUTUS 110 JAHHBIM I/IH(I)OPMAI_[I/IOHHO—AHA.JII/ITI/IIIECKOFI
CUCTEMBI «UMIT»

K. AGunbaunoBa, A.lllaliMepeHKbI3bI

PI'TI «bonpannia MenuuuHCKOro NeHTpa YIpasieHus AeaaMu
[Ipesunenta Pecriyonuku Kazaxcran» Ha I[1XB,

r.Acrana, PecniyOnuku Kazaxcran

AHHOTAIIUSA. B cratbe npeacTaBieHbl CBEIEHUS O YAaCTOTE M CTPYKTYpE BPOXKIACHHOU
MATOJIOTUU 10 JAHHBIM MH(POPMAIIMOHHO-aHATUTHUECKON 0a3bl JaHHBIX BPOKIEHHBIX MOPOKOB
pazsutusa UMIT.

Knrouegvle crosa: reHeTHIECKUN MOHUTOPHHT, BPOKICHHBIE TOPOKH Pa3BUTHS, XPOMOCOMHAs
MaTOJIOTHS, PETHCTpP, BPOXKICHHBIC IOPOKH CTPOro yuera, HH(POPMAIMOHHO-aHAIUTHYCCKAs
cucrtema «UMIT» .

TYWUIHJIEME. «UMIT» AKITAPATTBIK-TAJIJIAY XYWECIHIH, JIEPEKTEPI
BOUBIHIIIA TYA BITKEH JIAMY AKAVJIAPBbIHBIH JXUIJIIIT MEH KYPbIUIBIMbIH
TAJIJAY. AbounsaunaoBa [LK., [aiimepaenkpisel A. «Kaszakcran PecnyOmmkacel [Ipesumenti
Ic Backapmacsl Menununa OpranbirbiHblH Aypyxanacey HHDKK PMK, Acrana k., Kazakctan
PecrryOnukacsr.

Maxkanana tya 6iTkeH akaynapabiH UMIT aknapaTThiK-aHATUTHKAIBIK MOJIIMETTEp 0a3aChIHBIH
JepexTepi OOWBIHINA Tya OITKEH MAaTOJOTHSHBIH JKUUTIIT MEH KYPBUIBIMBI TYpalibl MAIIMETTEp
KEJTIPUITeH.

Tyiiin ce30ep: TEHETUKAIILIK MOHUTOPUHT, Tya OITKEH akKayliap, XpOMOCOMABIK MaTOJIOTHS,
TipKeJliM, KaTaH ecemnTeri Tya 0iTkeH akayiap, « UMIT» aknapaTThIK-aHAIUTUKAJIBIK XKYHeci.

SUMMARY. ANALYSIS OF THE FREQUENCY AND STRUCTURE OF CONGENITAL
MALFORMATIONS ACCORDING TO THE INFORMATION AND ANALYTICAL SYSTEM
“UMIT”. G.J.Abildinova, A.Shaimerdenkyzy, RSE “Hospital of the Medical Center of the Office
of the President of the Republic of Kazakhstan™ on the PCV, Astana, Republic of Kazakhstan.

The article presents information about the frequency and structure of congenital pathology
according to the information and analytical database of congenital malformations UMIT.

Keywords: genetic monitoring, congenital malformations, chromosomal pathology, registry,
strictly accounting birth defects, information and analytical system «UMIT».
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BBEJEHUME

B Hacrosmee BpemMs OJHOM U3 CEpbEe3HOU
ME/IMKO-COIIMAJIbHBIX ~ MPOOJeM  SBISIOTCS
BPOXKJICHHBIE U HACIICICTBEHHBIE 3a00I€BaHUS
(BH3) y nereii. BpoxzaeHHble MOpPOKH
pa3BUTHUS B IOCIEAHUE JNECATWIETUS B MUpE
3aHMMAIOT OCHOBHO€ MECTO CpeAu NpPUYHH

MEpPTBOPOKIAEMOCTH,  MJQJACHUYECKOM U
JETCKOM 3a00JIeBa€MOCTH, MHBATUAN3AIUN H
CMEPTHOCTH.

[Io nmansbiM BcemupHON oOpraHu3anuu
3/1paBOOXPAHEHUs, MJIaJICHUECKasi CMEPTHOCTD
SIBIIIETC MHJIUMKATOPOM KadecTBa OKa3aHUs
IOMOIIIM MaTrepu M peOeHKy, a Takxke
OTpakaeT COLMAJIbHBIE, SKOHOMMYECKHE U
JKOJIOTMYECKHUE YCIIOBUS, B KOTOPBIX KUBET
00I11eCTBO, BKJIIOYAs MEAMLUHCKYIO TOMOIIb.
B crpykrype MIiageHYecKOM CMEpPTHOCTH
Ha JIOJII0 BPOXKJIEHHBIX IIOPOKOB pa3BUTHUS
IPUXOJUTCS OKOJO YETBEPTH BCEX CIIy4aeB.
Kpome Toro, BBUAy pa3BUTUS MEIULUHCKUX
TEXHOJIOIMI M IOSIBJIEHUS HOBBIX METOJOB
MIOMOILM, BPOXJAECHHBIE 3a00JIeBaHUS BHOCST
Bce OOJBIIMI BKJIAA B CTPYKTYpYy AETCKOM
3a00J1€BaeMOCTH ¥ UHBATUIHOCTH [1, 2, 3, 4].

B pa3BuThIX CTpaHax, NOPUMEPHO OT
2 no 3% cpeau >KUBOPOXKJICHHBIX HMEIOT
Cepbe3HbIe MOPOKU Pa3BUTH, OOHAPYKEHHbIE
IpU POKIACHUM WM B IIEPBBIE HEAEIU WIU
Mecslpl KM3HU. HekoTopble BpOXKIEHHBIE
HOPOKH pa3BUTHs AUATHOCTUPYIOTCS B Ooliee
NO3JHUE CPOKHM, OJHAKO K ISTHIETHEMY
BO3PACTy OOHAPYKHUBAIOTCS IOYTH BCE TOPOKH
pa3BUTUS M UX 4MUCIO cocTaBisier 2-3% ot
Bcex BIIP, xoropeie 0OHapyX HBaIOTCSA IPH
poxnenuu [1, 5].

[Io pmamHeiM  pspa  asropoB  BIIP
nuarHoctupyrorcs y 18% MepTBOpoKIEHHBIX,
y 25,6% nereil, yMeplIUX B NE€PUHATAIBLHOM
nepuoze, u'y 50% nereil, ymepumx B Te€4eHHUE
nepBoro rojaa >ku3Hu. OHAKo, B MOIYJIALNAN
yactoTta BIIP HamHOro 0oJblie, HO IOCYUTATh
UX KOJMYECTBO HEBO3MOXXHO. IIpumepHo
70% Bcex OIUIOAOTBOPEHHBIX SIMIIEKIETOK HE
pa3BUBAIOTCS, IPUYUHA UX THOEITH B OCHOBHOM
IPUXOJUTCS HA XPOMOCOMHBIE U T€HHbIE
myTauu [1, 5,6, 7] .

6

CrnemyeToTMeTHTb, 9YTO YaCTh BPOXKIEHHBIX
MOPOKOB, Yallle BCEro BHYTPEHHUX OPIaHOB
HE BBI3BIBAIOT KAKUX-JIMOO (DYHKIIMOHAIBHBIX
Wi (PU3HOJIOTUYECKUX HAPYIICHUH M MOTYT
ObITh OOHApY>KEHBI TOJBKO CIy4allHO BO
BpeMsl ONEpaly, CKaHWPOBAaHUS, pPEHTTeHa
niu Bekpoitus [1]. Cpeau MepTBOPOKACHHBIX
yactotaBIIPcocraBnseror 15 1020%unopoku
Pa3BUTHS XapaKTEPHU3YIOTCs Ooiee TSHKETBIMU
nposineHussiMu.  ['opazno 0Oornee  BBICOKHIA
YPOBEHb MOPOKOB PAa3BUTHUS BCTPEUACTCS
Cpenu camoINpOU3BOJIBLHBIX abopToB [1, 5, 6].
W3BeCcTHO, YTO MOPOKU Pa3BUTHS BO3ZHHKAIOT
B pe3yJIbTaTe MaTOJIOTUYECKHX IPOIECCOB B
IMOPUOHAIILHOM Tiepuoje [7].

CorimacHO  CTaTUCTUYECKMM  JJAHHBIM
exerogHo B PK poxnaercs 3500-4500 nereit
¢ BIIP, u3 HUX ¢ XpOMOCOMHOI IaTOJIOTUEN
— 350, nedexramu HeBpaabHOU TpyOKH — 130,
MHOxkecTBeHHbIMU BIIP — 270 nereit. Cpenu
OepemenHbix crapmero (37 ner u Oonee)
BO3pacTa, a TakKe B TPYIIE T'€HETUYECKOTO

pucka (oTATOIICHHBIN CEMENHBIN,
aKyIIepCKU U COMATHYECKUM aHaMHe3),
4acTOTa  BCTPEYAEMOCTH  XPOMOCOMHBIX

aHoManmuii (manee — XA) y miuonxa BbIlIE
OOMIETIOMYIAIIMOHHOTO U JocTUTaeT 4-5%.

BpoxnenHsle MOPOKM  pa3sBUTHA —
3TO CTPYKTypHBIE WIH (YHKIHOHAIHHBIE
OTKJIOHEHUSI OT HOPMBI, KOTOpBIE MOYHO
BBISIBUTH B TEPHOJ  BHYTPHUYTPOOHOTO
pa3BUTHSL, BO BpeMsl POXKICHUS MM Ha Ooiee
MO3THUX dTanax XKu3Hu [8].

[Io paHHBIM JUTEpPATYphl, IOSBICHUIO

aHOMAJMiA B OpPraHWU3Me IUIoJla MOTYT
CIOCOOCTBOBATh HeOaronpusTHas
JKOJOTHYecKass  OOCTaHOBKa,  JEHCTBHE
MOHU3UPYIOUIETO  W3IYYEHHUs, COIHAJIbHO-
SKOHOMUYECKHUE (baxTopsl, IpUeM
KGHIIMHOW  BO  BpemMs  OEpeMEHHOCTH

JIEKapCTBEHHBIX MpENapaToB, 00JIaJar0IIUMHU
TEpPaTOTEHHBIMH CBONCTBAMHU, T€HETHYECKUE
daktopbl, HH(DEKIMOHHBIE  3a00JIeBaHMS,
AKCTpareHuTalIbHas HaToJIOT U, "
OTATOLIEHHBIN aKyIIEPCKO-TMHEKOJIOTMYECKUI
aHaMHE3 Yy JKCHIIMHBI, HAJIW4YHe BPETHBIX
NIpPUBBIUEK y OepeMeHHOi [8].



BECTHUK MEJMLIMHCKOI'O LEHTPA YITPABJIEHUA JEJAMUTIPE3UJEHTA PECITY BJIMKH KASAXCTAH, Ne3 (92),2023

HyxHo ormeruts, uro ananus BIIP B PK
MPOBOJUTCS Ha JBYX YpPOBHSX: Ha YPOBHE
CUCTEM OpraHoB (TMOJHBIA CHEKTp) MU Ha
YPOBHE KOHKPETHBIX, YETKO OYEePUYECHHBIX
HO30JIOTHYECKUX (OPM TOPOKOB PaA3BUTHUS
(rpynma  BpOXKIEHHBIX TOPOKOB CTPOTOTO
yuera - BIIP CV).

[Tpu MIPOBEICHUU CPaBHUTEIBHBIX
AIHIEMHUOIOTMYECKUX UCCJIEIOBaHUM
gactoTbl BIIP B momynsmnusix He0OX0uM yueT
CTaHJAPTHBIX MAPKEPOB, TAKUX (POPM MOPOKOB
pa3BUTHsI, KOTOpPHIE JIOCTaTOYHO  YacTo
BCTPEYAIOTCS M OJJTHO3HAYHO TUATHOCTUPYIOTCS
BpayaMH BCEX CIleHUaIbHOCTEH. [[nurensHoe
MOHUTOPUPOBAHHUE TOMYJSIIUKA 10 TaKUM
MapkepaM JaeT BO3MOXHOCTb  OIICHHUTh
pacnpocTpaHeHHOCT, W auHamuky BIIP,
IIPOBOJIUTH CPABHUTEINIbHBIN aHau3. [Io Takomy
OpUHIUIY  paboTaioT  MexayHapoHbIe
peructpsl BITP (Annual Report of ICBDMS,
2007; Surveillance of Congenital Anomalies in
Europe, 2010) [9].

BpoxieHHble TIOPOKH CTPOTOro yyera -
3TO T€ MOPOKH, KOTOPHIE OJHO3HAYHO MOTYT
OBITh JMAarHOCTHPOBAHBI HE TOJIBKO BpAdoOM,
HO M MEJCECTpOi, M Jaxe deJIOBEeKOM 0e3
MeIUIHCKOro oopaszoBanus [10].

IIpn ananuse nanHbIX perucrtpauuu BIIP
CY B mHpOpMALMOHHO-aHATUTHYECKHE Oa3bl
naHabplx «UMIT» Oblu BRIOpaHBI Hambosee
4acTO BCTPEUAEMBbI€ COTTIACHO MEKTyHApOIHOM
knaccudukanuu OonesHeir 10 mepecmotpa
(MKB-10) x BIIP CVY otHOCsTCS:

1.Pacmennna ry0Osr n/unum Heba Q35,37

2.Atpesus anyca Q42

3.Amunedanus Q00

4.0mdaorene Q79.2

5. lactpommsuc Q79.3

6. Spina Bifida Q05

7.Cungpom Jlayna Q90

ITo manabeiMm BO3 yposens BIIP cpenn
HOBOPOXKJICHHBIX, Ja)kK€ B Pa3BUBAIOLIMXCS
CTpaHaX, MOXHO CHHU3UTh NPHUMEPHO Ha
10% oT BceX BO3HHMKAIOIIMX TOPOKOB 3a
cyer NPOBEICHUS npOPUIAKTHIECKAX
MEpOIPUITHH.

Takum  oOpazowm,

naHHas —TpodiiemMa

ocTaercs aKTyaJIbHOM, 0COOEHHO
aCIIEKThI Ka4eCTBEHHOU IIpeHATAIbHON
JUArHOCTUKU. XOUYEeTCS OTMETUTh, YTO JIaXke
CBOECBPEMEHHBI CKPUHHHT, BKJIIOYAKOLIUNA
VY31 u OuoxuMHMyecKuil aHaiu3 KpPOBH Ha
COOTBETCTBYIOIIIME TOPMOHBI, HE BCEraa
IPUBOJUT K YCIEILIHOMY PE3YyJIbTaTy, OCTABIISAS
BBISIBJICHME  AaHOMAJIMW  Ha  HEBBICOKOM
ypoBHe. HemanoBakHBIM TakKe SBISETCS U
MOJArOTOBKA crenuannctoB Y3W BbICOKOro
kinacca. CBOEBpEMEHHOE U KOMIUIEKCHOE
oOcnenoBanne OCpPEMEHHBIX IKCHIIMH W
NIPUMEHEHHE HOBBIX BBHICOKOMH(OPMATUBHBIX
METOJIOB HCCJIEJOBaHUsl JOJDKHO IPHUBECTU
K TOBBIIIEHHIO TPOLEHTA BBISABIIEMOCTH
aHoManuii  pa3Butus  1wioga. OcoOGeHHo
aKTyajbHa 3Ta MpobjiemMa B Tpymnmax pHUcCKa,
KOTOpBbIE JOJDKHBI OBITh C(HOPMHUPOBAHBI B
nporecce MpeArpaBUIapHOrO 0OCIICIOBAHUS
U MOJTOTOBKM JKEHIIMH K 3aIlJJaHUPOBAaHHOU

OepeMEeHHOCTH.

[lenb: BBIABUTH CTPYKTYPY BPOKIECHHBIX
IMOPOKOB Pa3sBUTHA mIoaa 110 JaHHBIM
MH(POPMALMOHHO-aHAIUTHIECKOH 6a3b1

JIAHHBIX BPOXIEHHBIX IOPOKOB Pa3BUTHS
«UMIT».

MATEPHUAJIBI U METO/bI

Marepuan HUCCJIENOBaHUS: JTaHHBIE
[0  BpPOXKIEHHBIM  MOpPOKaM  pa3BUTHS,
3aperucTpUpoBaHHbIE B  HMH(POPMAIOHHO-
aHanmutuuyeckod  Gaze  «UMIT».  baza
JAHHBIX BPOXKJIEHHBIX IOPOKOB Pa3BUTH
UMIT, dopmupoBanack Ha OCHOBE MEIHMKO-
FEHETHUYECKOT0 KOHCYJBTUPOBAaHUS JETe C
MOJIO3PEHUEM Ha BPOXKIACHHYIO MATOJOTHUIO
pa3BUTHUSL. Perucrpanus BPOKJICHHON
MATOJIOTUU MPOBOJMIIACH 10 HO30JIOTHYECKUM
dbopMaM B COOTBETCTBUU C MexayHapOaHON
knaccuukanuu O6onesneir (X mepecMoTp,
XVII  knmacc «BpoxaeHHbIE  aHOMAJIWH,
nedopMaliu U XpOMOCOMHBIE HapyLICHUSD),
a Takke c yderoM nepeuns BIIP — 21-i
HO30JI0THYECKOI hopmpl, TTOJTES KATITX
0053aTeNbHOM PEerucTpalud B COOTBETCTBHU
¢ mexayHapoaasiMu cuctemamu EUROCAT,
YTO MO3BOJISIET COMOCTABUTh M MHTETPUPOBATD
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PE3YJIbTaThl C AAHHBIMU MCEKAYHAPOIHBIX
peructpos [9].

PE3YJBTATBI U OBCYKJIEHHUE
B amamm3 3a 2012-2023 1. 10 JAaHHBIM

«UMIT» Bxmtouensl cBeaeHuss o 6341
KUBOPOXKJIEHHBIX JIETAX, CPEIU KOTOPbIX 1886
JIETEH POIVITHACH C PA3ITUIHBIMU BPOKICHHBIMH
MopoKamMu pa3BuTus uTo coctasisieT 30% ot
o0111ero vncna.

MH(GOPMaIMOHHO-aHATUTHYECKON

CHUCTEMBI

Tab6aunna 1. Ctpykrypa BIIP ctporo yuera.

Haumenosanue BIIP Abconomnuoe Hona
Konu4ecmeo
[HC 245 13,1%
CCC 784 41,6%
JpIxaTenpHOM CUCTEMBI 24 1,3%
KKT 317 16,8%
oAC 80 4,2%
MIIC 261 13,8%
BIIP nmuuessix ctpykryp (PT'H) 175 9,3%
BCEI'O 1886 100%

Kak BumHO M3 MarepuanoB Tabmummsl |
HanOOJIbIIIeEe YHCIO BPOXKIECHHBIX ITOPOKOB
IPUXOJUTCS Ha MOPOKU PA3BUTHUS CEPACUHO-
cocynucroit cucrembl (CCC) — 41,6%, B
MEHBIIIEM KOJUYECTBE BCTPEUAIOTCS IOPOKU
pa3Butusi jerkux cucrembl — 1,3%. [lons
BITP ITHC cocraBuna 13,1%, XKT - 16,8%,
BITP OJIC - 4,2%, BITP MIIC - 13,8%, BIIP
JULEBBIX CTPYKTYp - 9,3%. Tak, B psaae my-
Onmukanuii [5,7] MO TaHHBIM MOHMTOPHHTA 32
2007-2012 ronel, B obwel crtpykrype BIIP
B 1enoM 1o Pecny6nuke benapych u perumo-
HaM I1€pBOE MECTO 3aHUMAIOT TAKKE MOPOKU
CCC, a na Bropom mecte nopoku OJIC, 3-e
— nopoku MIIC; B Toke BpeMs 10 JAaHHBIM
MOHHUTOPHHTA MEUIIMHCKOTO IIeHTpa B Acalde
[11], cTomuue mrara [ensra (Hurepus) mo
4acTOTE BCTPEYAEMOCTH IIOPOKOB IE€PBOE
mecto 3anuMarot BIIP CCC, na BTopom mecte
BITP HHC, 3a nei cnenyet BITP JKKT.

[Ipu IIPOBEJIEHUU CPaBHUTEIbHBIX
SMUAEMHOIOTMYECKUX UCCIIEIOBaHUM
yactoTel BIIP B momymsiiuu HeoOXouM ydyeT
CTaHJAPTHBIX MAPKEPOB, TAKUX (POPM ITOPOKOB

pa3BUTHSA, KOTOPbIE IOCTATOYHO BCTPEYAIOTCS
U OJHO3HAYHO JIMAarHOCTUPYIOTCS Bpadamu
BCEX CIICIUATBLHOCTEH. JurensHoe
MOHHUTOPUPOBAHUE MOMYJSALUI IO TaKUM
MapkKepaM  JaeT BO3MOXKHOCTb  OLICHMTH
pacnpocTpaHeHHOCTh W auHamuky BIIP,
IIPOBOJIUTH CPABHUTEIIBbHBIN aHanu3. [Io Takomy
npuHUMIy  pabotaroT  MexayHapoHbIe
peructpsl BIIP (Annual Report of ICBDMS,
2007; Surveillance of Congenital Anomalies
in Europe, 2010; ®enepanbubiii peructp) [9],
KOTOpBIE PEruCcTpUpPYIOT 21 HO30J0rMYECKYIO
¢dopMy - Tak Ha3bIBAEMbIC MOPOKH Pa3BUTHS
00s13aTeIBHOTO (CTPOro) ydera. DTOT IMOIXO.
HUMeEeT MPEUMYLIECTBO, TaK KaK BO BCEX PEru-
OHAaxX PETrUCTPUPYIOTCS OJUH U TOT XK€, CTPO-
IO OYEPUYEHHBIN, CIIEKTP AHOMAJIUN Pa3BUTHUSA
B OJHOM BO3pacTHOM KOropTre, 4TO IO3BOJIS-
er Oojee KOPPEKTHOE IPOBEACHUE CpaBHE-
HUE TOKa3aTelel mx 4actoTel. B Tabmume 2
MPEJCTABICHBI PE3YJIbTaThl peructpauuu BITP
Cv.
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Tabauna 2. BIIP ctpororo yuera.

HaumenoBanue BIIP ADOCOJIIOTHOE Hoast
KOJINY€ECTBO
AmndHuedanus 3 0,30%
Cungpom Jlayna 682 69.,4%
ATpe3us aHyca 40 4,1%
Pacmienuna ryonl u HEOa 175 17,8%
Owmdaroriene 25 2,5%
I"acTpommsuc 24 2,4%
Spina Bifida 34 3,45%
BCEI'O 983 100%

Ilo maHHBIM TAOMMIBI 2 BHIHO,

qTo

HeOa, Ha ux oo mpuxoauTcs 17,8%. JlanHbrii

obmee yucio BIIP cTpororo yuera cocraBuio
983 cmywaeB. B crpykrype BIIP CVY
npeo0yiagaeT XpPOMOCOMHAs MAaToJIOTHS, B
yacTHOCTH cuHApoM Jlayna. JlaHHbIA (akT
BEPOSITHO MOXHO OOBSCHUTH TEM, YTO B
nH(pOpMallMOHHONW 0a3e PerucTpupoBATHCH
ManueHTbl co Bcex permoHoB Kasaxcrana,
KOTOpble oOpalainuch 3a KOHCYJIbTallhei
Bpaua TEHETHMKAa U JUIS TOATBEPKACHUS
nuarnosa. Tak, B ctpyktype BIIP CY cunapom
Jlayna Bctpeuaincs B 682 (69,4%) cinyqasx. Ha
BTopoM Mecte BIIP nuna — pacmienuna ryobl u

Tab6umua 3. Crpykrypa BIIP LIHC.

MoKa3aTelb CBUICTENBCTBYET O Mpodiemax
MperpaBUJapHON MOATOTOBKM Ha YPOBHE
MEPBUYHON MEIUKO-COLMAIbHOW TMOMOIIIH.
[To nanneim H.B. KokopuHo#l, mocBsiieHHON
mouutopunry BITP CY BPecnybnuke benapych
3a 2016 . HanOoJiee pPacIpOCTPaHEHHOU
MaTOJIOTUEN SABWIUCH: cuHApoM JlayHa, Ha
BTOPOM MECTE€ — MOJUIAKTUINSA U Ha TPEThbeM
MecTe — paciienrHa ryosl 1 HeOa [12].

[IpoBeneH aHanM3 KOJTUYECTBO U YACTOTHI
BIIP CVY no Ho305m0rUsM

Haumenosanue Aobconromnoe Hona
Koiuuecmeo

BCET'O 245 100%
AndHuedanus 3 1%
AreHe3ust MO30JIMCTOrO Tena 22 9%
Muxkponedanus 44 18%
['unpouedanus 127 52%
I'nmionasus Mo3keuka 9 3,7%
["ononpo3zsuuedanus 6 2%
Spina Bifida 34 14%




BECTHUK MEJUMILIMHCKOI'O LEHTPA YITPABJIEHUA JEJAMU IIPE3UJEHTA PECITYBJIMKN KASAXCTAH, Ne3 (92),2023

Kak BupHO W3 MartepuanoB TaOmUIbI 3
obmee komuuectBo BIIP ITHC cocraBnser
245 cmnydaeB. Cpeam HHX Hamboiee YacTo
BCcTpeuanuch rujaponedanus B 52% ciydaes,
HaMMEHBIIIee YUCIIO 3aHUMAaeT aHdHIedamus -
1%. Arene3ust MO30JIMCTOTO TeJIa 3aPErUCTPH-
poBana B 9% ciyuaeB, Mukpodernamms - 18%,
TUTIOTIa3usl MO3XKeuKa - 3,7%, ToJIonpo33HIle-
dammst - 2%, Spina bifida-14%. B Toxe Bpems
B psijie uccaenaoBanuil [13] mokazaHsl JaHHbBIE
no yactote pacrpoctpanennoctu BITP ITHC B
Pecniyonuke bamkoprocrtan 3a nepuoxa 2007-
2012 rr, rae 0TMEYEHO, YTO ruapouedanis u
Spina Bifida 3aaumaroT maupyronme Mecra.

N3BectHO, yTO B rpynmy BIIP otHOCATCA
HE TOJIBKO TpyOble BpOXJECHHBIE aHOMAJUH,
OJTHO3HAYHO PETUCTPUPYEMBIE TIPU POXKICHUH,
HO u Te BIIP, nuarHoctuka KOTOpBIX
TpeOyeT JOMOJHUTENBHOTO OO0CIeI0BaHMUS,
UCTIOJIb30BaHUs CIIEUUAILHONW anmapaTypbl U
T.1. CienoBaTtenbHO, MMEIOIIUECS Pa3THIUs
B o6Omieii yacrore BIIP 0oOBsicHSIOTCS TeM,
YTO OHM TIOJIy4€HBI TPH TOIMYJSIHOHHO-
TEHETUYECKUX HCCIENOBAHUAX  IMOIYJISALUN
OOJBIIMX TOPOJOB C HX 0o0Jiee BBICOKUM
YPOBHEM  MEIUIIMHCKOTO  OOCITyXHMBaHUS,
OONbIICH CTENEeHBbIO TPUBICYCHUS Y3KHUX

CHELMAIUCTOB JIJIs1 OCMOTPa HOBOPOKIECHHBIX,
U HAo0OpOT, C HU3KUMHU BO3MOKHOCTSIMH
CEJIbCKOTO 3]paBOOXPAHEHMs B IPOBEAECHUU
CHEeIMAJIbHBIX MHCTPYMEHTAJIBHBIX
HCCIIEIOBAHMH, HEJIOCTaTOYHOM
KBaIM(DUKAIFEH Bpavell B TUIAHE MMOCTAHOBKH
TFeHETUYECKOT0 IarHosa u T.J.

Kpome Toro, crnemyer 3aMeTuTh, YTO
nanHsle 1o BIIC 3arpyaHUTENBbHO CPaBHUTH
C MEXIyHapOIHBIMH 0a3aMH, TaK Kak
IIPEJICTABIECHbl JIaHHBIE TOJIBKO IO TpyMIe
BIIC, oTcyTcTBYyeT JaHHBIE TOPOKOB KPYIHBIX
COCY/IOB U OTJEJIOB Cep/La.

VBemnuenue uwmcina nanueHTtoB ¢ BIIC,
[0 MHEHHMIO OTJENbHBIX MCCIEA0BaTENEH,
IIPOUCXOJUT TaKXKe M3-3a pOCTa KOJIUYECTBA
POKIEHUM, CBA3aHHBIX C  yBEJIMYEHUEM
BO3pacTa  MaTrepd M TEepareBTUYECKUX
BMEIIATENILCTB B TEUEHUE NIEPBOT0 TPUMECTpa
O6epemennoctu [14]. PacmnpocTpaHeHHOCTb
OTIpeNIeIEHHBIX  (OPM  TMOPOKOB  Pa3BUTHSA
CEpIEYHO-COCYIUCTOM ~ CHUCTEMBI  MOXKET
CYLIECTBEHHO  KOPPEKTHpPOBAaTbCsl  M3-3a
MIPOBEJECHUS IPEHATAJIbHOW HAarHOCTUKU (B
TEX Cly4asX, KOrjJa JUarHOCTHKA CJIOXHBIX
BIIC y mioga npuBOOUT K MPEPHIBAHUIO
OEepEeMEHHOCTH).

Tab6aunna 4. BIIP cepneuno-cocy1ucToi CUCTEMBI.

HaumenoBanue A0COJII0THOE Joas
KOJIHYECTBO
BCEIO 784 100%
JIMOKTII 467 59%
JIMIIIIT 224 28,6%
CTeHO3BI 31 3,95%
Koapxkranus aoptsl 17 2,2%
Terpana damno 45 5,7%

Ilo manHbIM TaOmuIBl 4 BHUAHO, BCETO
BoisiBiieHo BIIP CCC - 784 cnyyaes.
3HAYUTEIbHBIA BKJIQJ B O3TOT II0Ka3aTesb
BHocuin JIMXKII (59%), AMIIII (28,6%) u
tetpaga damio (5,7%). Ilocinemnee mecto
JensaT cTeHo3bl - 3,95% (CTeHO3 JIErOYHOro
ctBojia - 1,8%, cTeHO3 aopTaJIbHOTO KjiamaHa
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- 1,6%, cTeHO3 TPUKYCHUAAIBHOIO KJIAallaHa -
0,4%, creno3 MmutpanpHOTO KiaanaHa - 0,15%).
Ha pomio xoapkranuu aopThl NPUXOJUTCS -
2,2%. B nyOnukauuu [11] npeobnanator ne-
(beKT aTpUOBEHTPUKYJSPHON MEPErOPONKH U
OTKPBITHIN apTepuaIbHbIA MIPOTOK.
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Taoauna 5. BIIP geixateilsHONH CUCTEMBL.

HaumeHoBaHue ADOCOJIIOTHOE Hoast
KO0JIHM4Y€eCTBO

BCET'O 24 100%

['umonnasus J1Ierkoro 19 79%

CreHo3s Tpaxen 3 12,50%

ATpe3sus ropTaHu 2 8%

O6mee kommuectBo BIIP papixaTenbHOM
CHUCTEMBI COCTaBUJIO 24 ciiydasi, pe3yJbTaTbl
npencraBieHsl B Tabnume 5. Cpeaw HUX
[epBOE MECTO 3aHMMAET T'MIOIUIA3US JIETKOrO
B 79% ciywasx, BTOpO€ MECTO 3aHMMAET —
CTEHO03 roptanu -12,5%, Ha nocieaHeM Mecrte
- arpe3usi ropranu - 8%. PacmpoctpaneH-
HocTh BIIP BJIC B o61ueit ctpykrype BIIP no
Pecnybnuke bamkoproctan 3a aHaiau3upye-

MbIii Tiepuon cocraBuna 1,1%, u onu ObuH
MIPE/CTABICHbl B OCHOBHOM CEKBECTpALIUEH,
TUIOIUIa3UeH M auciuiasueit gerkoro (58,8%)
[13].

[IpoBenen aHam3 CTPYKTYpPBbI
BPOX/JICHHBIX MOPOKOB PAa3BUTHSI JKEITyA0YHO-
KHILIEYHON cucTeMbl. JlaHHBIE MpeACcTaBICHBI
B Ta0HIIE 6.

Tadauua 6. Crpykrypa BIIP xkeny104HO-KHIIIEYHOTO TpaKTa.

HaumeHnoBanue AOCOJIIOTHOE Hons
KOJIHYECTBO

BCET'O 317 100%

ATpesus NuileBoaa 99 31%

ATpe3us U CTEHO3 20 6%

JIBEHAIIIATUTICPCTHON KUIIIKU

JnadparmanbHas rpbixa 72 22%

Omdanoriene 25 7,9%

["acTpommsuc 24 7,6%

ATpe3us KeTUHbIX TPOTOKOB 8 2,5%

ATraHrinmo3s KumneyHuKa 29 9,1%

BPOXKJICHHBIN

Artpesus aHyca 40 12,6%
3aperucTpupoBaHo BIIP KKT-317 - 7,9%, ractpommsuc - 7,6%, Ha BpOXKI€HHbBIN

CJIy4aeB, HauOOoIbIIee KOJTUYECTBO IPUXOIUTCS
Ha artpe3uu nuieBona - 31% cmydaeB, B
MEHBUIEM  KOJMYECTBE PErHMCTPUPOBAINCH
aTpe3HH KEITYHBIX IPOTOKOB - 2,5%. Ha nomro
atpe3sun u cre”oza JIIK npuxoxurcs 6%,
nradparManbHOM TpeikH - 22%, ombanorene

araHrino3 KuieyHuka - 9,1%, arpesus anyca -
12,6%. B psae uccienoBaHui, NOCBSIIEHHBIX
ananuzoB BIIP XKKT [11], roe mo maHHBIM
YHUBEPCUTETCKON OoibpHUIBI Apuctan Jle
Hanrek B Jlakape (Pecny6sinka Cenerain), kak
U B HacToAlIel paboTe, mpeobiagaeT arpe3us
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NUIIEeBOJA, Jajee UAYT arpe3us aHyca,
BpO)K,ZleHHBIf/'I araHrjimo3 KHIICYHUKaA.
HemanoBaxxHoe Mecto B CTPYKType

BPOKJIEHHBIX TOpOoKOB CY 3aHUMAIOT MOPOKH
pa3BUTHS ONIOPHO-ABUTATEIbHON CUCTEMBI.

Tab6anna 7. Ctpykrypa BIIP onopHo-1BUraTeIbHON CUCTEMBI.

HaumenoBanue A0COJIIOTHOE Hons

KOJIHYEeCTBO
BCEI'O 80 100%
AXOHJIporIa3us 3 3,75%
HesagepiiieHHblii ocTeoreHes 3

3,75

[Homupaxktnus 55 68.,75%
CHUHOaKTHINA 19 23,75%

O6mee konmuectBo BITP OJ1C 80 ciyuaes.
Cpeau BIIP nanHOro xiacca yJenbHbIA Bec
OPUXOAWICS Ha NoAuAakTUiIni - 68,75%,
cuHaakTwiuo  -23,75%.  Axonzpomnasus
u HE3aBEPLICHHBIN OCTEOI€HE3
3apeructpupoBanbl B 3,75% cnyuasx. Cpeau

Taoauua 8. BIIP MouenosioBoi CUCTEMBEL.

BITP OJC B Pecny6nuke bamkoproctan [13]
Takxke npeobnagana nomunaktuiaus (32,6%),
3aTeM BPOXACHHBIE Je(OpMalud  CTOIBI
(22,5%), BITP O/IC, He knaccuduuupyemsie B
ApYTUX pyOpHKax.

HaumeHoBaHue A0OCOJIIOTHOE Hoast
KOJINYEeCTBO

BCEI'O 261 100%
Jlucrnnasust mouku 6 2,3%
[TonukucTo3 nouku 7 2, 7%
I'unponedpos nouku 160 61%
Kucra moukn 3 1,15%
I'mmocnagus 41 16,00%
Kpunropxuszm 44 16,86%

Kak BugHo w3 Tabmuuel 8 oOmiee yIIeJIbHBIN BEC MPUXOIUIICS Ha HAPYIIEHUS [TPO-

konuuectBo BIIP MIIC cocraBnser - 261
ciayyast. 3 Hux nmuaupyeT rugpoHedpos mod-
KM - 61%, mocnenHee MECTO y KUCTHI MOYKH -
1,15%. Ha nonto aucrnia3uu NOYKU MPUXOIUAT-
ca 2,3% cnydasi, OJIMKUCTO3 TOYKHU - 2,7%,
runocnagus - 16%, xkpuntopxusm - 16,86%.
[To nanHbIM myOnukanuu [13] 3HAYUTEIBHBIN
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XOJIMMOCTH MTOYEYHOM JIOXaHKU U BPOKICHHBIE
aHoManuu MouetoyHuka (53,9%), KUCTO3HYIO
6ome3up nouek (19,5%), areHesuto u Apyrue
peaykuuonHsle nedektsl mouku (15,6%),
Ipyrue BpOXICHHBIE aHOMAIWU TMOYKH H
MoueBoi cucteMsl (10,9%).
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Tabauna 9. BpoxxneHHble MOPOKH pa3BUTHS JIHIIA.

HaumeHoBaHue AOCOJIIOTHOE Hoast
KOJIN4€eCTBO

BCET'O 175 100%

Pacmienmaa ueda 27 15%

Pacmennna ryost 51 29,1%

Pacmienuna He6a v ryobl 97 55%

ITo nasueiM Tabauier 9 Bcero BIIP PI'H

coctaBiisieT 175 cinydaeB. I3 HUX Ha pacilieIuHy
Heba mpuxonutcs 15%, Ha paciienuny ryosl
-29,1%, Ha pacuienuny ry0sl u HeOa - 55%.

[TomoGOHas BapuadeIbHOCTD BKJIaJ1a
MOPOKOB  Pa3BUTHS  PaA3IUYHBIX  CHCTEM
OpraHoB B OOIIMH TMOKa3aTelb CTPYKTYpPHI
BIIP ormewaercs B  myOJuKamusx 110
OLIGHKE PACIpPOCTPAHEHHOCTH U CTPYKTYpPbI
BIIP B gpyrux peruwonax. Tak, B
OpenOyprckoit o0nacTd Ha TEPBOM MeECTe
[0 PacHpPOCTPAHEHHOCTH HAXOSATCS MOPOKH
pa3BUTHUSA  CEPJCUYHO-COCYJIUCTOM  CHCTEMBbI
[13]. B MockoBckoit 00acTi caMblii 00JIBIIIOH
BKJaJ B CTpyKTypy BIIP y HOBOpOXIEHHBIX
BHOCSIT MTOPOKU Pa3BUTHSI KOCTHO-MBIIIEYHOM
U CepACYHO-COCYUCTON CHUCTEM, Ha TPEThEM
MECTE HaXOSATCS TOPOKHM MOYEIOJIOBOM
cuctemsl [15, 16]. Tlopoku pa3BUTHS KOCTHO-
MBIIIIEYHON CUCTEMBI 3aHUMAIOT IIEPBOE MECTO
B cTpykType BIIP y HOBOpOXJIEHHBIX JIeTEH B
r. benropon [17], B Pecniy6nuke Trisa [13].

B psane nyOnukamwii mpeacTaBiICHBI
JTaHHbIE, 4TO npu JTUHAMHYECKOM
HaOJII0/IEHUH JeTel YCTaHOBJIEHO, YTO 32 CYET
MaHH(eCcTaIuu CKpeITHIX opm yactota BIIP
KOCTHO-MBIILIEYHON CUCTEMBI K KOHIY 1 rona
KHU3HU peOeHKa YyBEIMYMBAETCS B HECKOJBKO
pa3, SBISASACH B JAJIbHEUIIIEM OJIHOW U3 MPUYNH
uHBanuaHOCTH [13].

3AK/IFOYEHUE
Takum o00pa3oM, CTpyKTypa IOPOKOB
pazButusi CY 'y HOBOPOXKACHHBIX JI€TEH
B M3YYEHHBIX  MONYyJSALUAX  pa3IUyHa.
HckatoueHre COCTaBIIAIOT MOPOKU Pa3BUTHUS

CEPIIEYHO-COCYAUCTON  CUCTEMbI, KOTOpBIE
3aHUMAIOT JIMIMPYIONIYI0 MO3MIIMI0O BO BCEX
UCCJIEIOBAaHHBIX TPYMIAaX W BHOCAT CaMBIii
OombI1I0# BKJIaA B cTpykTypy BIIP.

Ho B To3k€ Bpemsi, pe3yJIbTaThl HACTOSAIIETO
HUCCIEOOBAHUN  SABJIAIOTCA  OCHOBOM  JUIA
JANbHEHIEro yriayOJIeHHOTO HCCIEI0BaHUs
pacnpoctpanenuss U jauHamuku  BIIP,
MEXaHU3MOB HX (OPMHUPOBAHUSA U TIOHUCKA
MyTel CHUKEHMS WX rpy3a B nomyiasiuuu. B
YCIIOBUSIX MEHSIOLIEICS cpelbl OOuTaHMUs,
COBEPILICHCTBOBAHUS TEXHOJOTHI M pa3BUTUSA
CPEIICTB TUArHOCTHKH, YJIy4IIeHHs] KadecTBa
MEIUIIMHCKON TTOMOLIA BPOKJCHHbBIE
MOPOKM Pa3BUTHUSA TO-NIPEKHEMY OCTalOTCA
aKTyaJIbHOM MPOOJIeMON METUITMHBI U TPEOYIOT
MPUCTAILHOTO BHUMAHUS CIICIIUAIHUCTOB.
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OIIEHKA D®»PEKTUBHOCTHU MPEHATAJBHOMN JIUATHOCTUKH
XPOMOCOMHBIX ABEPPAIIUI

P.U. Ayenbekosa, 3.A. Kynmypatosa, M.E. A6unnaesa,
b.H. baiixymaroBa, A. baiimycaeBa
['opoxckoii nepuHaTanbHbli 1eHT, T. LlIbiMkenT, PecniyOnuku Kazaxcran

AHHOTAILUSA. OcoGeHHOCThIO MEIUKO-T€HETUYECKOI0 KOHCYIBTUPOBAHUS SIBIISIETCS €T0
npodusakTuuecKas HalpaBJIEHHOCTb. 3HAYUTEIbHBIA IPOTrpecc B MPO(PUIAKTUKE BPOXKICHHOW U
HACJIEICTBEHHOM MaTOJIOTUH CBA3aH C pa3pabOTKON U BHEIPEHUEM B IIPAKTHKY KOMIUIEKCA METOJIOB
MIpeHaTaJIbHON JUarHOCTUKH, O3BOJISIONINX JaTh OIIEHKY COCTOSIHUS IUI0/1a, YCTAHOBUThH TOUHBII
JMarHo3 JUIsl IpeJoCTaBIeHUs OyylllUM POAUTENSIM HCUEpIIbIBatOIed UHPOPMALUU O CTEHNEHU
pucka poxJieHus: 601bHOr0 pedenka. B 3aBucuMoctu OT 3a/1a4 uccae10BaHus U CPOKOB OepeMeH-
HOCTH HUCIIOJIb3YIOTCSl PA3JINYHbIE TEHETUYECKUE METO/IbI INarHOCTUKH.

B Hactosiiee Bpemsi paboTa MEIMKO - I€HETHMYECKOTO OTIEJIEHUS OCYIIECTBISETCS Ha
ocHoBanuu Ilpukaza Munucrpa 3npaBooxpanenust Pecnyonuku Kazaxcran ot 9 centabps 2010
rona Ne 704, ¢ usmenenuem cornacHo npuka3za M3 PK ot 25 aBrycra 2021 roga Ne KP JICM-91.
Ha nepBom sTane nmpeHaraabHOro CKpUHHHra O€peMEHHbIE KEHIIMHBI MOCIe YIbTPa3ByKOBOTO
CKpUHHHTa 1epBoro tpumectpa cpoku ¢ 11 nenens 0 nueit mo 13 nexens 6 nHell OepeMEHHOCTH
C TIEPBOTO JIHS TOCIEAHENH MEHCTpyaluu, (PEKOMEHIYeTCsl He Mo3/aHee 1-3 KaleHIapHbIX THEH)
HaIPAaBJIAIOTCS HA aHAJIU3 MAaTEPUHCKUX ChIBOPOTOUHBIX MapkepoB (MCM) npu koMOUHHPOBaH-
HOM TE€CTe IIEPBOI0 TPUMECTpA.

VYbTpa3ByKOBbIE UCCIIEJOBAHMSI TMPOBOJAATCA TOJBKO BpayaMd IO CHEHUAIbHOCTH
«YnpTpa3ByKoBasi JUarHOCTUKa» (IIpeHaTalbHAasl yJIbTPa3ByKoBasi JUArHOCTUKA), IPOILIEIIIMMUI
MOBBIILIEHNE KBATU(PUKALMU 110 POBEJACHUI0 CKPUHUHIOBOI'O YJIbTPAa3BYKOBOI'O HCCIIEAOBAHMS
pu OEpPEMEHHOCTH, a OIpe/IesIeHNe ChIBOPOTOUHBIX MapkepoB (PAPP-A u cBoboaHol 6era-cyonb-
enuHubl X)) mpou3BOAUTCS CKPUHUHT Ha aHAJIM3aTOpax METOJaMHU BBICOKO(IIIOOPECIIEHTHOM
METKH, 3JIEKTPOXEMIIFOMUHHUCLIEHIIUU U IIPOTPaMMHOTr0 00eCIeYeHUs pacyeTa HHAUBHU1yaIbHOTO
FeHETUYECKOTO PUCKa B CyOBEKTax 3/[paBOOXpPAHEHUS, UMEIOLIUX JIMLEH3UI0 HA MEIUIUHCKYIO
JeSITeNIbHOCTD 110 MOABUAY «JlabopaTopHasi TMarHOCTUKa.

Kniouegvie cnoea: npeHaTalbHbI CKPUHUHT, XPOMOCOMHAs IIaTOJIOTHsl, BPOKICHHBIE IIOPOKHU
pa3BUTHA, KapUOTHUIHPOBAHUE, MEAMKO-T€HETHUYECKOE KOHCYJbTUPOBAHUE, HEWHBA3UBHBIN
IIpEHaTaIbHBIN TECT.

TYWIHJIEME. XPOMOCOMAIJIBIK  ABEPPALIVSIJIAPJIBIH  ITTPEHATAJIBJIbI
JMATHOCTUKACBIHBIH TUIMAUIITTH BAFAJIAY. Ayen6exosa P.U., Kynmypartosa 3.A.,
Abunnaesa M.E., baibxxymaTtoBa b.H., baiimycaeBa A. Kananbik nepuHatambabl opTaibik, [1IsiM-
KeHT K., Kazakcran PecryOnukacsl.

MeauunHambIK-TeHETHKANBIK KeHec Oepy/iH epeKIIeNiri OHbIH MPO(HUIaKTUKAIBIK OaFbIThI
6onbin TabbuTabl. Tya OITKEH ’KOHE TYKbIM KyaJaWThIH MATOJOTMSHBIH aJlJIbIH-aJTy1aFbl eneyJl
mporpecc imTeri OanaHbIH JKaFAaiibIH Oaranayra, Oonaliak aTa-aHajgapra HayKac OanaHbIH TYbLTY
KayIli TypaJibl TOJBIK aKnapat Oepy YIiH HaKThl AMAarHO3 KOIOFa MYMKIH/IIK O€peTiH MpeHaTaIbIbl
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JIMAarHOCTHKA OJICTEpiHIH KEeMICHIH J3ipJeyMeH JKOHE eHri3yMeH OaillaHBICTBL. 3epTTey
MiHJIETTEepiHE JKOHE XYKTUIIK Mep3iMiHe OalIaHbICThl JUATHOCTHUKAHBIH OPTYPJi T€HETHKAIBIK
omicTepi KOJITaHbLIa b

Kasipri yakpITTa MEAMIMHANIBIK - TeHETHKAIBIK Oerimiie sxymbickl Kazakcran PecryOnmkacst
Hencaynsik cakray MuHHACTpiHIH 2010 xbUtFBI 9 KbIpKYiiekTeri No704 OyipbIFbl HETi31HE Ky3ere
aceipbiianbl, oFaH - KP JICM 2021 sxputrst 25 tambezgarsl NeKP JICM-91 OyiipeirbIMeH e3repic
enrizinai. [Iperaranbapl CKpUHUHTTIH OIpiHIII Ke3€HIHJE JKYKTi oifenaep OipiHIII TPUMECTPIiH
YIBTPAIBIOBICTHIK CKDUHUHT1HEH KeiH COHFBI €TeKKipAiH OipiHII KyHiHEeH OacTar )YKTUTIKTIH 11
anrtaceiHad 0 kyHHeH 13 antackina neitin 6 kyH, (1-3 KyHTi30€miK KYHHEH KeIIKTipMei YChIHBLIA b )
OipiHIII TpUMeECTpiH OIpIKTIpUIreH ChIHAFBI Ke31HJE aHaJBIK capbICyNbIK Mapkepruepai (ACM)
Tangayra xioepinemi.

VY IbTpaabIOBICTBIK 3€PTTEYIEPAl KYKTUTIK Ke31HJe CKPUHHMHITIK yIbTPAIBIOBICTHIK 3epTTEY
KYprizy OOHBIHINA OUTIKTUIITIH XKETUIMIPreH «YJIbTPaJbIOBICTHIK AMATHOCTHUKA» (MIPEHATAIHIbI
Y IbTpaabIOBICTHIK JUATHOCTHKA) MaMaHIaphl, ajl J{eHcayIIbIK cakTay CyObeKTiJIepiH/Ie CapbICYIIbIK
mapkepuiepni (PAPP-A xone AXI™ 6oc Gera-cy00ipiiriH) aHbIKTayJa KOFapbl (PIOOPECIICHTTI
0enri, SJIEKTPOXEMIIIOMUHHUCICHIIUS OIICTepIMEH aHaIu3aTopiiap/ia CKPUHHUHT JKOHE IKEKe
TeHETUKAJIBIK TOYEKell ecenTeyiepAi OaraapiaMaiblK KaMTaMachl3 €Ty oiCTepiH «3epTXaHalbIK
JUATHOCTHKAy OOMbIHITa MeaUIIMHATBIK KI3METKE JINIIEH3USICHI Oap opirepiep FaHa Kyprizei.

Tyitin ce30ep.: mpeHaTanbIbl CKPUHHMHI, XPOMOCOM[IbI MATOJOTHs, JaMyAbIH Tya OITKEeH
aKayJapbl, KAPUOTUIITEY, MEAULIMHAIBIK-TCHETUKAJIBIK KEHEC, MHBA3UBT1 €MEC MPEHATANIb bl TECT.

SUMMARY. EVALUATION OF THE EFFECTIVENESS OF PRENATAL DIAGNOSIS OF
CHROMOSOMAL ABERRATIONS. R.I. Auelbekova, Z.A. Kulmuratova, M.E. Abildaev, B.N.
Baizhumatova, A. Baymusayeva, City Perinatal Center, Shymkent, Republic of Kazakhstan.

The specificity of medical and genetic counseling is its preventive orientation. Significant
progress in the prevention of congenital and hereditary pathology is associated with the develop-
ment and introduction into practice of a set of methods of prenatal diagnosis. This allows to assess
the condition of the fetus and to establish an accurate diagnosis, which provides for future parents
with comprehensive information about the risk of giving birth to a sick child. Depending on the
objectives of the study and the duration of gestation, various genetic diagnostic methods are used.

Currently, the work of the medical and genetic department is carried out on the basis of the
Order of the Minister of Health of the Republic of Kazakhstan dated September 9, 2010 No. 704,
as amended by the order of the Ministry of Health of the Republic of Kazakhstan dated August 25,
2021 No. KR DSM-91. At the first stage of prenatal screening, pregnant women after ultrasound
screening of the first trimester, the terms from 11 weeks 0 days to 13 weeks 6 days of pregnancy
from the first day of the last menstruation, (recommended no later than 1-3 calendar days) are sent
for analysis of maternal serum markers (MSM) with a combined test of the first trimester. Ultra-
sound examinations are carried out only by doctors specializing in Ultrasound diagnostics (prenatal
ultrasound diagnostics) who have passed advanced training in conducting screening ultrasound
during pregnancy, and the determination of serum markers (RARP-A and the free beta-subunit of
HCQG) is screened on analyzers by methods of high-fluorescence label, electrochemiluminescence
and software for calculating individual genetic risk in subjects of healthcare, those who have a
license for medical activity under the subspecies “Laboratory diagnostics”.

Keywords: prenatal screening, chromosomal pathology, congenital malformations, karyotyp-
ing, medical and genetic counseling, noninvasive prenatal test.
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BBEJIEHUE

CKpUHUHI —  3TO  COBOKYIHOCTb
HEOOXOUMBIX MEPONPUATUN U METUIIMHCKUX
UCCIIEIOBaHUM, TECTOB U JIPYruX HpoLEeayp,
HaIpaBJIEHHBIX Ha IpEeIBapUTEIbHYIO
UACHTUPUKALMIO  JIML, Cpelu  KOTOPBIX
BEPOSITHOCTh HaJIU4us OIpeIeIEHHOTO
3a0o0yieBaHUs  BBILIE, YEM Y OCTaJbHOM
yactu oOcieayemoil momynsuuu. Jluma
c MOJIO)KUTEIbHBIMU pe3ysibTaTaMu
CKPUHHMHIa HYXJIAIOTCS B  IOCIEIYIOIIEM
JTMarHOCTUYECKOM o0cie10BaHUU TUISt
YCTAaHOBJICHUS] WM  UCKIIOYeHHs  (akTa
HaJU4Ms aTOJIOTHYeCKoro mporecca [1].

CKpUHUHI T03BOJISIET JUArHOCTHPOBATh
nuckoMoe 3a00JieBaHNE HA paHHEH CTaJuu €ro
pa3BUTHUS U TPOBECTH €ro CBOEBPEMEHHOE
J€YeHue, 4YTO B MOCIEAYIOLIEM JIOJKHO
MOJIOKUTEIBHO  CKa3aThCid HAa  KayecTBe
KU3HU nanueHTa. OnHaKo 000N CKPUHUHT
UMEEeT  OIpe/eJICHHbIE  OrPaHUYECHHS, B
YaCTHOCTH, OTPULATENIbHBIN pe3ysnbTar xKe
CKPUHHHI'OBOT'O TECTA HE SIBJISIETCS rapaHTHen
OTCYTCTBHUSI 3a00JieBaHHUS, TOYHO TaK ¥Ke,
KaK T[OJOXUTENbHBIM pe3ylbTaT TecTa He
CBUJIETEIILCTBYET O ero Hanuuuu [1,2,3].

[IpenaranbHas JTMarHOCTHKA
HACJIEJICTBEHHBIX OOJIe3HEW — KOMILIEKC
MEpPOIPUATHH, HaIpPaBJIEHHBIX Ha
MPEeOTBPALLIEHUE  TOSABJIEHUE  OOJBHOTO

pebenkaBcembe. CBOEBpeMEHHas JUarHoCTUKA
U XHUpYpruuyeckas KOPPEKLHsI BPOKIECHHOTO
nedexra y 110/1a 1 HOBOPOKJEHHOI'O B IEPBbIE
Yachl ’KU3HU [TO3BOJIET COXPAHUTh YJIYUYIIUTh
kadecTBo *Ku3HH B 40-50% cnydasx [4,5].

[IpenaranbHblii CKpUHUHT 1 TpumecTpa
— 3TO KOMIUIEKC HCCIEI0BAHUM, KOTOPBIN
MO3BOJISIET HA PAaHHUX CPOKAX OEPEMEHHOCTH
c 00JIb1110H noJen BEPOSTHOCTH
JUAarHOCTHUPOBATh BPOKICHHBIE XPOMOCOMHBIE
AHOMAJIMH IUIOAA.

I. CkpHUHTOBBIN TECT MEPBOM JIMHUU IO
npoBeaeHus aetanbHoro Y3U B I Tpumectpe
OEpEMEHHOCTH.

II.CkpUHUHTOBBI TECT ISl TMAIMEHTOK
CO CPEIHUM PHUCKOM ITOCJIE IIPOBEIECHUS KOM-

OMHHUPOBAHHOI'O TPAIUIIMOHHOTO CKPUHHUHTA B
11-13 + 6 Henenr 6EpEMEHHOCTH.

[I1.CkpUHUHTOBBIN TECT JIs1 GEpEeMEHHBIX
BBICOKOT'O PUCKA /10 IPUHSTHSI pelIeHUs 00 UH-
Ba3MBHOM BMEIIATEIIbCTBE.

VY31 sBaseTcss OCHOBOH BH3yalbHOMU
JTUArHOCTHKH, MPEHATAJIbHOTO CKPUHHMHTA U
JUArHOCTUKU cHHJpoMa JlayHa, U ero 4acro
HCIOJIB3YIOT B COYETAaHUH ¢ OMOXUMHYECKUMHU
tectamu. Cunapom JlayHa, TakyKke W3BECTHBIN
Kak TpucoMus 21 XpOMOCOMBI, SBISETCA
BPOXKJCHHBIM  CHHIPOMOM,  BBI3BAaHHBIM
HaJIMYMEM JIOTIOJTHUTEIIBbHOM 2 1-i XpOMOCOMBI.
YacroTa B IOMyJISILIMK COCTABIISIET OKOJIO | Ha
800 KXMUBOPOKICHUM, U KaXABIM TOJ OKOJIO
6000 nmerelt poxkparorcs ¢ cuHapomom JlayHa
[5,6].

Y31 BO BTOpPOM TpUMECTpE IOMOIaeT
BBISIBUTH 60-91% cnydaeB cunapoma JlayHa,
n3 Hux 50% neredr ¢ cunapomom JlayHa
POKIAIOTCS Yalle C COYETaHHBIMU MOPOKaMHU.
Jwnarno3 cunnpoma /layHa OCHOBaH Ha Kapwu-
OTUIIE IUJI0JA, AHAIU3HPYEMOM IpeuMylle-
CTBEHHO Ha KJIETKaX IUI0/Ia U3 OKOJIOIUIOAHBIX
BOJI, OTOOpaHHBIX C MMOMOUIbI0 AMHHUOLIEHTE3a
WM XOpHOHMYECKor BbIOOpKHU BopcuH (CVS).
JlmarHocTudeckue TECThl SBISIIOTCSI WHBa-
3UBHBIMU U PECYpCOEMKHUMH, U MOTYT BbI3bI-
BaThb PUCK Oosel, HHPEKLINH, KPOBOTCUECHMUS,
pyOI1ieBanmsl TUIOAa WIIM MOTEpH Tutoga. M3-3a
pHCKa MOTEpHU IUI0/A, IPUCYILEr0 3TUM HHBa-
3UBHBIM METOJIaM, OHU OOBIYHO HE PEKOMEHTY-
I0TCS BCeM keHInHaM. CKpUHUHT 3aKJII0YaeT-
Cs B BBISIBJICHHM MAIUEHTOK C MOBBIIIEHHBIM
PUCKOM XPOMOCOMHBIX HapyLICHHH, A KO-
TOPBIX 3aT€M MPOBOAMUTCS JAMATHOCTHYECKOE
TECTUPOBAHUE.

CKpUHUHIOBBIE TECTHI —3TO HEMHBA3UBHbIE
u, KaK MIpaBuIIO, 0e30011e3HEHHbBIE
UCCJIEIOBaHMs, MPOBOAUMBIE Ui OLIEHKU
pUCKa pa3BUTHs y IUIona cuHapoma JlayHa.
OTU TecThl HE JAIOT OJHO3HAYHOTO OTBETa
OTHOCHUTEIIbHO TOT0, HMEEeT JU peOeHOK
cugapom JlayHa, HO OHH HCIOJb3YIOTCH,
YTOOBI TOMOYb POAUTENSM U BpadaM PELIUTh,
OTIpaBAaHbBI TU JUATHOCTUYECKHE TeCThI [9,10].
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ens HCCIIEIOBAHUSA: OLICHUTD
3¢ (HEeKTHBHOCTh MPEHATAILHOW JAHATHOCTUKH
y JKEHIIUH C XPOMOCOMHBIMH a0epparusiMu y
JIETEH.

MATEPHUAJI U METO/bI

IIpoBeneno PETPOCHEKTUBHOE
UCCIIeIOBaHNE, B XOJi€ KOTOPOIO M3YYEHBI
JaHHbIE  MEIUIMHCKOM  JTOKyMEHTAalluu,
aKyIIEePCKO-THHEKOJIOrMYECKON 0a3bl JaHHBIX,
pe3yJbTaTOB  MPEHATAIbHOTO  CKPUHHUHIA
KEHIUH KOHCYJbTUPOBaHHBIX B ['opoackom
HepUHATAIbHOM LIEHTpe r.1bMKeHT
pPOAMBIIMX  JeTed €  XPOMOCOMHBIMHU
abeppammsimu  (XA) 3a mepuon 2020-2021-
2022 rr.

PE3YJIBTATBI U OBCYXJIEHUE

TeHETHUYECKOM TIeHTpe 1o ropoxay IlIeiMkeHT
IIPOKOHCYJIBTUPOBaHO 81  JKeHIMHA ¢
XPOMOCOMHBIMHU a0epparusIMH y IeTEH.

Bo3pacT >keHIIWH, POAMBIIMX JETEH ¢
IIOCTHATAJIbHO YCTAHOBIEHHON XPOMOCOMHOM
narosioruedt, cocrabun 35,0£2,3 roga. Ilpu
stoM B 13.5% cayuaeB BoO3pacT marepu Ha
MOMEHT pOXKAeHusi pebenka Obur 19-25 ner,
B 16% cnyuaeB — 26-34 rona. Ilpu sTom
Kakaas BTopas okeHmmHa (64,1%) Oblia
crapie 35 Jer.

Ha  sddexTtuBHOCT  TIpeHaTaNBHOU
JUATHOCTHKH  XPOMOCOMHBIX  abeparuii,
BIIUSIET TECTAI[MOHHBIA BO3PACT HA MOMEHT
peructpaunu. BeTanu v Ha JUCIIAHCEPHBIN
yuer 10 12 nen. - 67 (83%), nocne 12 nen.-
11 (14%), 3(3 %) *KeHIUH He HAXOMINCH TIOJT

Beero  3a 3 TOoma B MemMKO-  yaGmromenmeM (pHCyHOK ).
30
20 W 2020r.
10 m2021r.
0 ey 2022r.
[0 12 Hepenb nocne 12 He CTOAT Ha
HeAenb yyeTe

Pucynok 1. I'ecTaiinoHHBIN BO3pacT HA MOMEHT PETUCTPALMU

Ananmus mokasaii, cpenu BCEX
IpeHATaTBHBIX (akTOpoB pucka y 65 (80%)
JKCHIIUH TPUCYTCTBOBAIN dXorpapuueckue
MapKephl XpOMOCOMHOM TATOJIOTHH TUIOMA, Y
8 (10%)- maronoruu He BBIsBICHO, Y 8 (10%)-
yIIbTPa3BYKOBOW CKPHHUHT HE MPOBOIMIICS.
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OTKJI0HEHUS B OMOXMMUYECKUX MapKepax
I wmu 11 Tpumecrpa -46 (57%), u3 Hux
TOBBIIICHHBIA pUCK BbIsIBIEH — 34 (74%),
HU3KUN puck — 12(26%), 35 (43%) >xeHmuH
oTKazanuch (Tabmuma 1).
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Taoauna 1. [IpenatanbHbie (HakTOphl pUCKa Yy KEHIIMH C XPOMOCOMHBIMHU abepparsiMi y

nereu

daxkTopsl pucka XA

KoJ1-Bo manueHTok

V3-mapkep XA npu 1- ckpununre (11,0-13,6)

59 (72,8%)

V3 —wmapkep XA npu 2- ckpununre (19,0-21,6 ven.)

56 (69,1%)

BIIP

19 (23,4%)

CTPHON)

N3menenuss Ouoxmmuyeckux mapkepoB [ - I
tpumectpa TpuMmectpa (PAPP,XTY, A®II, XI'Y,>-

46 (59,8%)

Tabauna 2. Y3-mapkepbl XpOMOCOMHBIX 3a00J1€BaHUI

¥Y3-mapkep XA npu 1-

ckpununre (11,0-13,6) Hell.)

¥Y3-mapkep XA npu 2- ckpununre (19,0-21,6

Yronmenue|32 (57,1%) W3menenust co crtoponsl cepana |23 (41,1%)
TBII (TuTiepaXOTeHHBI (OKYC Cepala,
terpaga  @®amno, Koapkranus
aopThl)
Yxopouenue |23 (41,0 %) [Tuenoskrazun 15 (26,8%)
JIHK
Yxopouenue |23 (41,0 %) N3menenus co croponsl KKT 4 (7,1%)
KTP
N3menenus [THC 2 (3,6%)
HeonHopoaHOCTh BOJ 10 (17,9%)
2 cocy/ia MyTOBUHBI 2 (3,6%)
[IpaBas gyra aopThl 2 (3,6%)
YkopoueHnue JUMHHBIX TpyouathiX | 1 (1,9%)
KOCTEe
Tabnuna 2  AOKa3bIBa€T  COYETAaHUE I uw II TpumecrpoB, y 19,8% xeHmuH
XPOMOCOMHBIX aHOMAJIUA C U3MEHEHUSIMU CO HE TMPOBEICH paHHUN  NIpEeHaTaJbHbIN

ctoponsl noyek, LIHC, )KKT u ap.

B nHacrosimiee Bpemsi BceoOlue ycHIUs
Bpayeil —reHETUKOB, aKyILIEPOB-THHEKOJIOT OB,
Bpauell  (YyHKIIMOHAIBLHOW  JMArHOCTUKH
HampaBJIeHbl Ha Kak MOXHO Oojiee MOJIHOE
BeIsABJIcHUE TUI00B ¢ XA B 11,0-13,6 Hexn, B
CpPEeIHEM 3TOT TMoKa3arenb cocTaBui 72,8%.

B Hamem wuccnenoBaHuM, IPOBEACHHOM
PETPOCIEKTUBHO, YK€ 110 ()aKTy OCTHATAIBHO
JUAarHOCTUPOBAHHBIX XA, YCTaHOBIIEHO, YTO
y KaXJ0W BTOPOM KEHIIUHBI NPHUCYTCTBYIOT
9X0- U Ouoxumuyeckue Mmapkepol XA

CKPUHUHI W3-3a TMO3AHEH sABKU. B aToW
CBSA3M MOXXHO YTBEp:KJaTh, UTO HaWOOJbIIEH
3¢ (HEeKTUBHOCTHIO B TPYIIE C MOCTHATAJIbHO
BBISIBJIEHHBIMH XPOMOCOMHBIMU CHHAPOMAMHU
y nereit obnanarot mapkepsl | u Il Tpumectpa,
Kak ’Xorpaguieckue, Tak 1 OMOXUMHYECKHE.

HesstHaauatu (23,5%) OepeMeHHBIM B
cBs3M C BbigBIeHHBIMU BIIP GepemenHOCTD
ObLTa IpepBaHa Mo MEAUIIMHCKUM ITOKa3aHUsM
CO CTOPOHBI IIOJIA.

PeTpocniekTBHBIN aHAIU3 MEIULMHCKOU
JOKYMEHTAIlMN MTOKa3aJl, 4YToO IO pe3yJibTaTaM
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MEANKO-T€HETUYECKOTO  KOHCYJIbTUPOBAaHUS
KaXJ10i1 BTOpoii OepeMeHHON pEeKOMEHJOBAHO
IIPOBEICHUE  WHBA3WBHOW  IIPEHATAIIBHOU
JUarHOCTHMKM C  LEJIbI0  [PEHATaJbHOTrOo
kapuotunupoBanus. 78 (96,3%) nauueHTKu
OTKa3aJIUCh OT MHBA3UBHBIX MAHUMYJSLUNA U
oopMur HHPOPMHUPOBAHHBINA OTKA3.

[TonyuyeHHble HAMH B XOJ€ NPAKTUYECKOU
paboTl M HACTOSILEr0  HCCIEIOBaHUS
JAHHBIE O MIPUYMHAX OTKa3a OT 00CIIeJ0BaHUS
COIIACyIOTCS C BBIBOJIAMHU JAPYTUX aBTOPOB.
OCHOBHOI NPUYMHOIN OTKa3a SBJISETCA CTpax
OCJIOKHEHUN MHBAa3UBHOU IPOLEAYPBI,
HEKOTOpBIC TAIMCHTKH HE MOTJIH OOBSICHHUTH
MPUYMHBI 0TKA3a MJIA BBICKA3bIBAJIU PEIIUMOCTh
poauTh pedbeHka, HecMOTpst Ha puck. [Ipu aTom
HaMH, KaKk W JpyruMu aBTopamu [8], ObLia
YETKO YCTAHOBJEHA 3aBUCHUMOCTbH PELICHMS
JKEHILMH OT OIpEEJICHHbIX YCTAHOBOK Bpaya-
TFeHETHKa, MPOBOMASILEr0 KOHCYJIbTHPOBAHUE,
B 3aBHCHMOCTH OT COLIMAJIbHBIX, MOPAJIbHBIX,
PEIUTHO3HBIX yCTaHOBOK. KommyHHMKanus
Bpaya U MalueHTKU IPU KOHCYJIbTUPOBAHUH 110
MIOBOJIY BBICOKOTO pHCKa XA y tuiosa TpedyeT
ompeneNieHHOW  (GOpMBI  TIPEICTABIICHUS
WHPOPMAIIM KOHKPETHBIX JKEHIIWH, TIpU
COXPAHEHUHU OIPEIEICHHOW HEUTPaTIbHOCTH
Bpaua [8].

[Ipu HeoHaTaTbHOM KapUOTHITUPOBAHUU
BeIsiBIIeHO CuHApoM [layHa y 63 GepeMeHHBIX,
B TOM 4HCIIe 10 (hopme pa3BUTHs TpocTasi-44,
Mo3auln3M-9, Ttpancnokauus-0; CunapoMm
OnBapca oOHapykeH y 2 OEepeMEHHBIX, IO
dopme - mpoctas-1 ciayyail, MO3aUIHU3M-
lciyyaii.

3AKVIIOYEHHUE

Cobnronenue Cpoka IIPOBE/ICHUS
OLICHKM MPEeHATaJIbHOrO0 Pa3BUTHs IUIOAA C
HCII0JIb30BAaHUEM ABTOMATU3UPOBAHHOIO
pacuera WHJMBU1yaIbHOTO puckKa
XPOMOCOMHOM [IaTOJIOTUHU M03BOJISIET
CBOEBPEMEHHO BBISIBUTH TPYIIY BBICOKOTO
puckKa u MIPOBECTH HE00XO0IuMbIe
JIMAarHOCTHYECKUE MEpONPUSITHS JUTSt
YTOUHEHUS MArHO3a U JAJbHEUIIEH TaKTUKU
BEICHUS  NAUMEHTKU.  PeTpocneKTHBHBIN
aHAJIU3 TPEHATaNbHBIX (PAKTOPOB  PpHUCKA
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y JeTed C TOCTHATAJIbHO BBISBICHHOU
XPOMOCOMHOMU IIaTOJIOTUEN ITOKa3aJl
BaXHOCTh M HEOOXOJIMMOCTh CBOEBPEMEHHOM
JOTIOJTHUTEIBHON OLIEHKH 3XO0rpaduuecKux U
ouoxumuueckux mapkepos I - I Tpumectpa u
npoBenenust UIJ[ ocobenno B I Tpumectpe.
310 TpeOyeT OT Bpaya Npu KOHCYIBTUPOBAHUH
MTALIUEHTKH I10 ITOBOJY BBICOKOIO pucka XA 'y
IIJI0J1a XOPOIIMX KOMMYHUKATUBHBIX HAaBBIKOB
U OIpenereHHoH (OpMBI TPEIOCTaBICHUS
nH(pOpPMAaLNH, TPHCOXPAaHEHUHTHEUTPATEHOCTH
B OTHOUIEHWU. Takxke HEOOXOIuMO s
MOBBIIEHUST A(PPEKTUBHOCTH TpPEHATATHHON
IMAarHOCTHKH  TIOBBIIICHHE KBaIU(UKALUU
CIIELUAJIUCTOB. Yerkoe cobmonenue
TEXHOJIOTUM AHTEHATaJbHOIO OO0CIIEI0BaHUS
II03BOJIUT CBOEBPEMEHHO YCTAHOBUTH AUATrHO3,
IIPEAOCTABIIsAsl CEMbE IIPABO pelIaTh BOIPOC

0  1enecooOpa3sHOCTH  MPOJIOHTUPOBAHHS
OepeMEHHOCTH.
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OPTAHM3AIIUA DPPEKTUBHOCTD ITPEHATAJIBHOI'O
CKPUHHMHI A B AKTIOBMHCKOM OBJIACTH

C.M. Ecenamanosa, JI.H. boiiko, I'.M. Alitkanuesa,

A.b. XXumbekona, H.A. Mycpenoga, I".K. bek6ocunoBa
I'KIT «O6macTHOM nepuHaTaIbHBIN IeHTp» Ha [1XB

3KMY um M.OcmnanoBa. r. Aktooe, Pecniyonmmku Kazaxcran

AHHOTAIIUSA. B cratbe npoaHaJU3upOBaHbl U OTPAKEHBI MUCTOPUS PA3BUTUS MEIAUKO-
TEeHETUYECKOM CIIyKObI, pe3yJbTaThl BHEAPEHUS HAIMOHAIBHOTO TE€HETHUYECKOTO pEerucTpa M
MPEHATaIbHOTO CKPUHUHTA OepeMEeHHBIX B AKTIOOMHCKOM o0acTu.

Pe3ynbrarel uccnenoBaHusl MO3BOJIIET CHAENATh BBIBOJA, 4YTO B PETHMOHE BHEAPEHBI HU

BBITIOJHSIOTCS BCE HEOOXOJMMbIE HCCIEAOBAaHUS MPEHATAIBHOTO CKPUHUHTA, KOTOPBIA BHEC
3HAYUTENbHBIN BKJIaJ Ha 4acToTy poxkaeHus neteit ¢ BIIP (cHmxkenue B 2,3 pas3a), B TOM 4HcIe
CHU3WJ YacTOTY pOkeHus aerel ¢ fedexrom HeBpanbHOU TpyOku (IHT) B 2,66 pa3 B cpaBHEHUHN
¢ 2008 romom.

AHanu3 CHW)XEHHUS 4YacTOThl pokaeHus aereid ¢ cunapomoMm Jlayna (CJI) moxasbiBaeT
TEHJEHIMI0 K cHWKeHuto ¢ 1, 5:1000 noBopoxaeHHsix B 2008 . no 0,9:1000 B 2022 rogy. Ho
uMeroluecs nuku ypenuuenus yactotsel B 2020 u 2021 romax (1,32:1000 u 1,2 na 1000 HOBOpO-
KJICHHBIX COOTBETCTBEHHO) TPEOYIOT AOMOJHUTEIBHOTO aHAIKM3a MPUYKH, B T.4. U3yUCHUS BIIUS-
HUSI KODOHOBUPYCHOM MH(MEKINH Ha YaCTOTY XPOMOCOMHBIX U3MEHEHUH Y TUI0/Ia.

Knrouesnie cnosa: npeHaTaIbHBI CKPUHUHT Ha BPOXKICHHYIO MATOJIOTHIO U HACIICICTBCHHBIC
3a00J1€BaHus Yy 11012, XPOMOCOMHBIE 3a0oneBanus, curapom Jlayna (CJI), BpoxkaeHHBIC TTOPOKH
passutus (BIIP).
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TYWIHAEME. AKTOBE OBJIBICBIHIA TIPEHATAJIBABIK CKPMHMHITIH
TUIMAUIIH YUBIMJIACTBIPY. Ecenmamanosa C.M., boiiko JLH., Aiirkanuesa .M.,
Kumbekora A.b., Mycpenoa H.A., bex6ocunoBa I'.K. «OONBICTBIK MEPUHATATIBABIK OPTATBIK)
MKK HIXK, M.Ocnanos ateiagarst BKMY, Akte0e k., Kazakcran PecnyOnukachi.

Makanajga MeIUIIMHAIBIK-TEeHETUKAIBIK KBI3METTIH JlaMy Tapuxbl, AKTe0e 0OJIBICHIHAAFbI
KYKTI oenaepAiH YATTHIK TEHETHKAJbIK TIPKENIiMI MEH MpPEeHATaIbAbIK CKPUHUHTIH EHII3y
HOTWKeJIepPl TaJIJaHbIIN, KOPCETUITeH.

3epTTey HOTHKENepl aliMakra NpeHaTalbJblK CKPUHHUHITIH OapibIK KaXKeTTi 3epTreynepi
EHri3111 sxoHe opbinAanabl, Oy TBA Gap GananapablH Tyy JKUUTITiHE alTapibIKTal yiiec KOCThI
(2,3 ece TemeHe1i), COHBIH ilIiHIE HEBPaIbabl TYTiK akaybl (HTA) Oap GananapasiH Tyy *KHULUTITH
2008 »xplIMEH calbICTBIpFaHaa 2,66 ece a3alTThl.

Hayn cungpomsl (JIC) G6ap OamamapablH Tyy KHUUITiIHIH TeMmeHzaeyiH Tanaay 2008 KbLibl
1,5:1000 >xana tyran HopecteneH. 2022 xbuibl 0,9:1000-Fa neiiin ToMeHIey TEHACHIUACHIH Kop-
cereni. bipak 2020 sxone 2021 >xpurgapsl )KUUTIKTIH XKOFapbUIaYbIHBIH IIBIHAAPH! (THiciHIe 1000
xaHa Tyran Hopecrtere 1,32:1000 xone 1,2) ceGenrepai KOChIMILA Talay/bl, COHBIH 1IIIHIE KO-
POHOBHPYCTHIK MH()EKLUSHBIH YPHIKTaFbl XpPOMOCOMAJIBIK ©3repicTep JKULTIriHE 9CepiH 3epTTeyIl
KaXeT eTe/l.

Tyitin co30ep: inTeri OanaHblH Tya OITKEH NATOJOTUACH MEH TYKbIM KyaJlalThIH aypyJiapblHa
IpeHaTab/bl CKPMHUHT, XpoMocoMaibIK aypynap, [Jlayn cunapomsl (DC), Tya GiTkeH akaymap
(TBA).

SUMMARY. ORGANIZATION AND EFFECTIVENESS OF PRENATAL SCREENING
IN AKTOBE REGION. S.M. Esenamanova, L.N. Boyko, G.M. Aitkalieva, A.B. Zhimbekova,
N.A. Musrepova, G.K. Bekbosynova. Regional Perinatal Center, West Kazakhstan Marat Ospanov
Medical University, Aktobe, Republic of Kazakhstan.

The article analyzes and reflects the history of the development of the medical genetic service,
the results of the introduction of the national genetic register and prenatal screening of pregnant
women in the Aktobe region.

The results of the study allow us to conclude that all the necessary studies of prenatal screening
have been implemented and are being carried out in the region, which has made a significant contri-
bution to the frequency of birth of children with HPV (a decrease of 2.3 times), including reducing
the frequency of birth of children with a neural tube defect (DNT) by 2.66 times compared to 2008.

The analysis of the decrease in the frequency of births of children with Down syndrome (DM)
shows a downward trend from 1.5:1000 newborns in 2008 to 0.9:1000 in 2022. But the existing
peaks of frequency increase in 2020 and 2021 (1.32:1000 and 1.2 per 1000 newborns, respectively)
require additional analysis of the causes, including studying the effect of coronavirus infection on
the frequency of chromosomal changes in the fetus.

Keywords: prenatal screening for congenital pathology and hereditary diseases in the fetus,
chromosomal diseases, Down syndrome (DM), congenital malformations (VPR)

BBEJIEHHUE
Menauko-reHeTnuecKas ciryx6a B
Kazaxcrane co3zmana B 1979 romy u Oblia
npeicTaBieHa 2 OOJacTHBIMH — MEAUKO-
TreHeTUYeCKUMH  KaOuHeTamMu  Ha  0ase
KoHcynbTanii «bpak u cemps» (Anmartsl
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u AcrtaHa) u nabopaTopueil MeTUIIMHCKOMN
IeHETUKH, OpPraHn30BaHHON B 1979 rony Ha
6a3e HayuHo-uccrnenoBaTenbCKOro HHCTUTYTa
aKyliepcTBa W THHEKOJIOTMM MmuH3apaBa
Kazaxckoit CCP (1)

B 1988 rogy B HOMEHKIIATypy BpaueOHBIX
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CTEUATBHOCTEN OBUIM BKIIFOUYEHBI CIEIHAIh-
HOCTH «Bpad - TEHETHK» U «Bpay JIAOOpaHT -
reneTuk». B 1988 rony B Hameli oGmacty ObLT
OpraHM30BaHa IepBas MEIUKO-T€HETHYeCKas
koHcynasranug (MI'K) nHa 3 BpaueOHblE cTaB-
KH: 3 CTaBKU Bpadeu (F€HETHK, IUTOTEHETHUK )
(3). Kurenu ob6macTv MOTYIHIIA BO3MOXXHOCTh
MI0JTy4aTh KOHCYJIBTaTUBHO-AHMArHOCTHYECKYIO
MOMOIIb ¥ BepU(UIIUPOBATH 1O Teprdepuye-
CKOM KpOBH JI€TE€l W B3POCIBIX HAJIWYUE WU
OTCYTCTBHE XpoMocoMHoM natonoruu. C 2007
rojia IITaThl Bpauel YBEIUYEHBI O 6 CTaBOK
(reHeTUKH, IMTOTEHETWKH, Bpad JabOpaHT
BXO). (1,2)

B 1997 rony npukazom M3 PK Ne390 ot
07.08.1997 Obu1 oOpa3oBan HarumoHambHBIN
renernyeckuid peructp PK. O1o crano momi-
HBbIM KaTaju3aTOpOM pPa3BUTHUS MEAMKO-TEHe-
THUYECKOW CITy’KObI, KaK B HAayYHOM HaIpaB-
neHuu, Tak u pazsutus MJIK B pernonax. (3)
Buenpenne HI'P B oGactu sIBUIIOCH OHUM U3
MEPBBIX JOCTUKEHUH T€HETHUYECKOH CITy>KOBI
peruoHa v mo3BOJIWIO B AAJIbHEHIIIEM KOHTPO-
JUPOBATh MPOBOJUMYIO MEIUKO-TEHETUYECKOM
CITy k001 padoTy.

B 2001 romgy B Hamie#t o0mactu ObuT BHE-
JpeH O00s3aTeNbHBI TPEXKPATHBIN YIbTpa3-
BYKOBOW CKPHHUHT OE€peMEHHBIX U OMOXMMHU-
YEeCKUH aHaJlu3 JUlsl ONpEAENIEHUs MapKepoOB
XPOMOCOMHBIX IaTOJOTUH IUIONA, KOTOPBIN
HOCHWJI CEJIEKTUBHBIM XapakTep U IPOBOIUIICS
TOJBKO OE€peMEHHBIM BBICOKOTO PHCKa MO Ha-
CJIEICTBEHHOMU aTOJIOTHUH.

CKpUHUHI O€peMEHHBIX Ha BPOXKJIECHHYIO

BKJTFOYAIOITU I TPEXKpaTHOE V3U,
ouoxumuueckuit ~ ckpunuar  (BXC) m
WHBa3UBHBIE  METONBl  JHATHOCTHKH  TIO

MOKa3aHusM, cTall npoBoautbes ¢ 2007 roxa.
OcHoBaHWeM JIsi BHEJPEHUS] CKPUHUHTA CTaJl
npukaz3 M3 PK Nel40 or 28.03.2006 roma
«O CKpUHMHTOBOW TMporpamme J0pOJI0BOM
JUArHOCTUKU ¥ TPO(PHIAKTHKH BPOXKICHHOMN
Y HaCJEeACTBEHHOW marosnorun y nered PKy.
(5,6)

Henb paboTshI: NpOaHaIN3UPOBATD
3¢ PEKTUBHOCTH NMPEHATAIBHOTO CKPUHHMHTA B
AKTIOOMHCKOH 00JIacTH.

MATEPUAJ N METObI
OTyeTl MO HCXOAAM MPEHATAJIbHOTO
ckpuHuHra, nanueie HI'P mo AkTroOMHCKOIM
obnactu. CTaTHCTUYECKUI aHATTN3 POBOTUIICS

C MOMOIIBI0 MporpammHoro nakera SPSS 25
(IBM).

PE3YJIBTATHI U OBCYXKXIAEHUE

Pe3ynpTarel 4acTOTBl POXKIACHUS JETEU
¢ BIIP mnpencraBieHsl Ha pucyHke 1: B
nepBoe JIECATHIICTHE MIPOCIICKUBACTCS
YETKOE CHW)XCHHE YHCTa POXKACHUS JeTel
¢ BIIP ¢ 16, 1:1000 B 1999 rony no 10,9
B 2009 romy, a B mocnenuue 5 net, ¢ 2015
roga yacrora poxaeHus aerei ¢ BITP ywerko
camsmiack menee 10:1000 v/p, a B mociennue
5 ner cpeansisi yactota cocrasisier 7,12+/-0,
79:1000. Takum oOpaszom, yactora BIIP Ha
1000 HOBOPOKIEHHBIX C MOMEHTA BHEAPEHUS
B oomactu HI'P camsunace ¢ 15,1 B 1999 rony
10 6,7:1000 B 2022 rony, T.€. B 2,3 pa3sa.

nu HAaCJICACTBCHHYIO IIaTOJIOTURO mioaa,
18
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Pucynoxk 1. Yacrora poxxnenus nereit ¢ BIIP no nanueim HI'P

Ananus pe3yJbTaToB BHE/IPCHUS
CKPUHUHTAa  OEpEeMEHHBIX,  BKJIIOYAIOIINX
TpexkpatHoe Y3 wuccinenoBanue u bXC,
OTPaXKaeT  ONTUMHUCTHYECKYIO  KapTHHY
opranu3anuu paboThl cIy)Obl 06JIacTH.

buoxuMuuyeckuii CKpUHHUHI, HaydaTblil
BO BTOpoM mnomyroguu 2007 romy mnpouin
CKpUHUHT 2691 GepeMeHHbIX, YTO COCTaBHIIO
18,3% ot oOmiero umcia B3SATHIX Ha Y4YeT, B

2008 roxy 7313 GepeMEeHHBIX, UTO COCTABUIIO
45%, B 2009 roa 0XxBaT CKpHHUHIOM COCTaBUII
77% (12737) m Obul TOpa3mo BHIIIE, YeM
CpeAHUN pecryOJMKAaHCKUI MoKa3aTeab TOro
rozaa (42,2%). C 2009 roga oxBaT 6epeMeHHBIX
OMOXMMUYECKUM CKPHHUHIOM COCTABIISIET OT
69,8 1o 85,4% B cpeaHeM 3a MocieaHue S et
oxBat coctasisier 78,96 % . (puc 2)
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Pucynok 2. Oxsat 6epemennbix bXC

OnarM U3 UHIUKATOPOB A (HEKTHBHOCTH
KOMOUHHUPOBAHHOTO MpeHaTaJIbHOTO
ckpununra (Y3Ultpumecta+bXC) sBusercs
MPOLICHT MOJIYYEHHOU IPYIIbI PUCKA, 11eJIEBOU
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MOKa3areiab KOTOPOTO HE JOJDKEH MPEBHIIATh
5%. o BHenpenus B 2017 rogy bXC «meronom
CyXuX TSITeH» WHAUKaTop d(hdeKkTuBHOCTH
cocraBiasu1 4,0+/-0,68%, 4Tro OBUIO CBA3aHO
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C BO3MOXXHBIMH HapyIICHUSIMH  YCIIOBHH
JOCTaBKM M XPaHEHUsI CBHIBOPOTOK, KOTOPHIE
ObUIM HE BCET/Ia BBIOJHUMBI I pAallOHHBIX
MEIMIMHCKUX opraHu3auuid. HauuHas ¢
2017 roma, ¢ MpUMEHEHUS] METOJUKU «CYXUX
MSTEH KPOBW», TPYIIA pHCKa, TpeOyromas
Bepu(dUKalum, cocTaBisieT B npeaenax 3,1+/-
0,21%.

VYBeIMYMIOCh KOJIMYECTBO, KAa4eCTBO U
UHAUKATOp  S(PPEKTUBHOCTH  WHBA3UBHBIX
MPEeHATABHBIX JUATHOCTUYECKUX MPOLEIYp:
Tak 3a nmepsble Tpu roxa BHenpenus WIIJ]
(2007-2009 1r) ObBUTO TpOBemeHO 358
WHBA3UBHBIX MPOLEAYP, B CTPYKTYpPE KOTOPBIX
KOpPJOLIEHTE3, MPOBOJUMBIA B CpPOKE CBBIIIE
19 wen mo 22 menm cocrtaBuia 86,6% +/-1,8
(310). 3a mocnemnue Tpu roma (2020-2022
rr) nposeneHo 653 UII (B 2020 r B TeueHue
3 mec UIIJl He mpoBOaMIIOCH), B CTPYKType
KopaoneHTe3 cocraBun  43,6%+/-1,7(285),
T.€. CHIDKCHHME TIOYTH BJBOE, YTO IO3BOJIUIIO
COOTBETCTBOBATh TPEOOBAHMSIM HWHIMKATOPA
M0 JUAarHOCTUKE XPOMOCOMHOHW NAaTOJIOTUH
wioaa 10 19 Henenb OEpeMEeHHOCTH.

[Tokazarenem 3QGEeKTUBHOCTH CKPUHHHTA
SBIISICTCS YaCTOTA POXKACHUS JIETeH C IePEeKTOM
HeaBpasibHOH TpyOku (JJHT), cpaBHUTEIBHYIO
3G PEKTUBHOCTH KOTOPOW TO K€ TPHUHITO
Bectu ¢ 2008 roja: yacToTa poKJIEeHUS JeTen
¢ AHT B 2008 romy cocraBuia 0,8:1000, B
2022 roxy 0,3:1000, T.e. cHMKEeHHUE OoJee yeM
B 2,66 pa3. DTOT NoOKa3aTellb UMEET YETKYIO
TEeHJEHINIO K cHIkeHuto (2018 r—0,35:1000,
2019 r — 0,38:1000, 2020 — 0,29:1000, 2021
r—0,04:1000, 2022 r — 0,3:1000).

E1e omHuM MHIUKATOPOM 3P HEKTUBHOCTH
CKPHHUHTA SBIISIETCS YaCTOTa POXKICHHS IeTEH
¢ cunapomoM Jlayna. C Hayanma mpoBEICHHS
CKPHHUHTA MO’KHO KOHCTaTHUPOBAThH CHIKEHHUE
gactoTel poxnaeHuss Ha 40% (ormpaBHOM
TOYKOM NMPHUHSITO CUNUTATh YACTOTY POXKICHUS
B 2008 romy 1,5:1000 u/p, B 2022 roxy moka-
3arens coctasmi 0,9:1000 H/p), HO OTMEUaeTCs
yBenuueHue 4actoTel pokaenus CJ B 2020 u
2021 romax: 2018 roxy mokazarens -0,75:1000,
2019r — 1,1:1000, 2020r-1,34:1000, 2021r-
1,2:1000, 2022r- 0,9:1000 uv/p). Cpenuss da-

crora poxxaenus nereit ¢ CJl 3a mocneqnue 5
net B cpaBHeHuu ¢ 2008 r CHU3MUIIACH JIUIIb HA
29,46%.

KauecTBeHHOE ynydlleHue mokazaTenen
no naHHeIM HI'P oObsicHseTcs npuHATBIMU
MEpaMHM 10 TPOBEAECHHUIO CBOEBPEMEHHOIO
NPEpHIBaHUSI IO METUIIMHCKUM ITOKa3aHUSIM
(abopT). 3a mociaegHUE S5 JET MO PEIICHUIO
MPEHATAFHOTO KOHCHIIMYMa OBLIO TPEPBAaHO
u BepuduuupoBaHo 296 OepemeHHOCTEH C
JETaJbHBIMM IOPOKaMHU pa3BUTHUA Yy IUIOJA,
eme 99 OepeMEHHOCTEN MpepBaHO B CBS3U C
JHT y mnoxa u 112 6epeMeHHOCTEl B CBSI3U
C XpPOMOCOMHBIMHU 3a00JIEBaHUSIMH Yy TLIOJA,
nozasJsitolee 0obIMHCTBO KOTOphiX C/I.

3AK/IIOYEHUE

B AkTIOOMHCKOW 00JacCTH BHEIPCHBI
U BBIIOJNHSIOTCS ~ BCE  HEOOXOIMMBIE
UCCIIEIOBAaHMSI TPEHATaJbHOTO CKPUHHHTA:
¥3 - CKpUHHUHI,  KOMOWHUPOBAHHBII
ckpuHuHT nepsoro tpumectpa (bXC +Y3H),
KOHCYyJIbTanus reuetuka, I 1J{ mo mokazanusim,
IIUTOT€HETHYECKUE UCCIIEIOBaHMS,
NpeHATATbHBI KOHCUITHYM.

[TpoBOIMMBI CKPUHUHT TIO3BOJIMI CHU3UTh
yucio poxaenus neteit ¢ BIIP B 2,3 paza, B Tom
qucie ¢ qeexToM HeBpanbHoU TpyOku (JITHT)
B 2,66 pa3. HecMoTpsl Ha 4eTKyIO TEHEHLUIO
CHI)KEHMsI 4acTOoThl poxkiaeHus nerert ¢ CJI,
oTMeuaeTcsi HekoTopoe yBenuueHue B 2020
u 2021 roma, uto Tpebyer Oojee rIryOOKOTro
aHajaM3a NMPUYMH, B T.4. U3yYCHHS BIUSHHA
KOPOHOBUPYCHOM MH(EKINH.

Jlumepamypa

1. O cocmosanuu u  nepcneKmMuax
pazeumus  MeOUKO-2eHemu4eckou  Cryicobl
6 Pecnyonuxe Kaszaxcman/ doctor.kz baby/
news/2006/06/07/9

2. Meouko-eenemuyeckuii.  MOHUMOPUHE
BDONCOEHHBIX ~ NOPOKOG  paA3sumus U
HACe0CMEEeHHbIX namonoauil/Becmuux
Cypl'Y  MeouyunaNe3(21) 2014e.  JILH.
Haszaposa,JI. 2K Kanamaesa, K. Abunvou-
nosa YJ/[K616-007-953.1-056.7

3. O6  opeanusayuu  2eHemMuyecKo2o
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CKpUHUH2A 8 AKMIOOUHCKOU 0ONACU/HCYPHAT
Axyuwiepcmeo, 2unekono2usi u nepunamono2us
Nel/2020, cmp. 63-65
4. Ilpuxasz M3 PK Ne390 om 07.08.1997
«Hayuonanvnoui cenemuuecxkuii pecucmp PK»
5. Ilpuxaz M3 PK Nel40 om 28.03.2006

200a « O CKpUHUH20801 npocpamme 00poo006oU
OUACHOCMUKU U NPODUILAKMUKU 8PONCOEHHOU
u Hacneocmeennou namonoauu y oemeu PK».

6. Cospemennvie NPUHYUNDBL
NpeHamanibHO20 CKPUHUH2A/HCYPHAT
Axywepcmeo, eunekon

VJIK: 618.2

OPI'AHMU3BALUA ITPEHATAJIBHOI'O CKPUHUHI'A B BOCTOYHO
~KA3AXCTAHCKOM OBJACTHU 3A IEPUO/ 2018-20221T.

K.H. Kacenona, M.C. [laiipabaeBa, A.M. Pynenko
KT'II na ITIXB» Lentp Matepu u Pebenka»
r.Yerb-Kamenoropck, Pecnyonuku Kazaxcran

AHHOTAILMA. [IpenartanpHplii CKpUHHMHI- 3TO HE NPOBEACHHUE PA3JIMYHBIX AHAJIU30B U
MHCTPYMEHTAJIbHBIX HCCIEAOBAHUM, 3TO KOMIUIEKC B3aMMOCBS3aHHBIX M II0CJIEOBATEIbHBIX
MEpPONPUATHHA, BKIIOYAIOIIUN B ce0sl KOHCYJIbTAIMIO T€HETUKA, Y3 CKPUHHUHT, OMOXUMHYECKUI
aHajau3, IpEeHaTaJbHbI KOHCWIMYM, WHBA3UBHBIC IIPEHATAJIbHBIE IIPOLEAYPBI, CTPOrUil
MOHUTOPHHT 32 OEPEeMEHHBIMHU «TPYIIITBI BEICOKOTO PHCKay.

[IpenaTanpHbI CKPUHUHT HAIIPABJIECH HA IMaTHOCTUKY BPOXKACHHBIE TOpOKU pazutus (BIIP)
U XPOMOCOMHBIX OOJIe3HEH IJI0Ja U HOBOPOXKICHHOTO JUIS CHIKEHHS JETCKOW CMEPTHOCTH U
WHBAJIMHOCTH, YTO IIOJHOCTBIO OTBEYACT BCEM KPUTEPHUSAM CKPUHUHIA.

Kntroueswle cnoea: nHaumonansHbelii reHetnueckuid peructp (HI'P), mpenaranbHbIN CKpUHUHT Ha
BPOXKJICHHYIO IIATOJIOTUIO M HACJIEJCTBEHHBIE 3a00JIeBaHuUs Y I1J10]1a, XPOMOCOMHBIE 3a00JI€BaHus,
curzpom ayna (CI), nepext HeBpanbHoii Tpyoku (JJHT), BpoxnenHsie nopoku pazsutus (BIIP).

TYHUIHJIEME. 2018-2022 XbIJIJTAP KE3EHIH/IE IIIBIFIC KASAKCTAH OBJIBICHIH-
JIA TIPEHATAJIIBIK CKPUHUHI'TI ¥UBIMJIACTBIPY. Kacenosa JK.H., [aiipa6acsa M.C.,
Pynenko A.M. «Ana men 6ana opransirely [IDKK KMK, Ockemen k., Kasakcran PecyOnmkacsr.

[IpenaTtanbapl CKpUHUHT-O0YJT OPTYPITl TaAayJiap MEH aCanThIK 3€PTTEYJIEp JKYPTi3zy emec, Oy
reHeTuK KeHec 0epy, Y /I ckpuHUHT1, OMOXUMUSIIBIK Talay, TpeHATAIbIbl KOHCHIIMYM, HHBA3HBTI
MpeHaTaIbIbI MPOIEAYPa, «KOFAPhl KAyINTI TONTAFbD» KYKTI oWesaepre KaTaH O0aKpliay CHSIKTHI
ic-Tmapanapapl KAMTHTBIH ©3apa O0aiIaHbICThI )KOHE JOHEKTI mapaiap KemieHl.

[Ipenatanbapl CKpUHUHT Oananap eJ1iMi MEH MYTEICKTITIH a3aiTy YIIiH Tya OITKEH akaymiap
(TBA) »xoHe imTeri OalaHbIH >KOHE >KaHA TyFaH HOPECTEHIH XPOMOCOMAJIBIK aypyJapbiH
JMarHOCTHKaNayra OarbITTalFaH, OyJ1 0apJibIK CKpUHUHITIK KPUTEPUIlIepre TOJIbIK COHKeC KeeIl.

Tyiiin co30ep: YnTThIK reHeTHKIBIK TipkemiM (¥1'T), imreri GanaHbIH Tya OITKEH MaTOJIOTH-
SICBI MEH TYKBIM KyaJIAaTBIH aypyJapblHa IPEHATaJIbIbl CKpUHHHT, XpPOMOCOMAIIBIK aypyiap, JlayH
curnpomsl (DC), meBpanas! TyTik akaysl (HTA), Tya 6itken akaymap (TBA).

SUMMARY. ORGANIZATION OF PRENATAL SCREENING IN THE EAST KAZAKH-
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STAN REGION FROM 2018 TO 2022, Zh.N. Kasenova, M.S. Dairabayeva, A.M. Rudenko, KGP
at the Mother and Child Center in Ust-Kamenogorsk, Republic of Kazakhstan.

Prenatal screening is not conducting of various analyses and instrumental studies, it is a com-
plex of interrelated and sequential measures, including consultation of a geneticist, ultrasound
screening, biochemical analysis, prenatal consultation, invasive prenatal procedures, strict mon-
itoring of pregnant women of the “high risk group”. Prenatal screening is aimed at diagnosing
congenital malformations and chromosomal diseases of the fetus and newborn to reduce infant
mortality and disability, which fully meets all screening criteria.

Keywords: national Genetic registry (NGR), prenatal screening for congenital pathology and
hereditary diseases in the fetus, chromosomal diseases, Down syndrome (DM), neural tube defect
(DNT), congenital malformations (VPR).

BBEJIEHUE najdbHeWIer Ku3HM denoBeka. (CorjiacHO
[IpenaranbHass  AMarHOCTMKa —  3TO JaHHBIM BcemupHnoi OpraHu3aluu
KOMIUIEKC ~ BpadeOHBIX  MEpONpUATHH | 3IpaBOOXPAHEHHUsA, €XEroJHo OKojo 276

JUArHOCTHYECKUX METOJIOB, HAPABICHHBIX HA
BBISIBJICHHE MOP(OTOTHUECKHUX, CTPYKTYPHBIX,
(YHKIIMOHATBHBIX WM MOJICKYJISIPHBIX
HapylleHHd  BHYTPHUYTPOOHOTO  pa3BUTHSA
mona [1].

BpoxaeHHble aHOMANIWM, WIU TOPOKU
pa3BUTHUSA, — OTO CTPYKTYpPHBIC HApYIIEHUS,
pa3BHBaKOIIMECS B TEpUOA SMOpHOTreHe3a.
JlnarHocTuka TMOPOKOB Pa3BUTHS BO3MOXKHA
JI0 pOJIOB, BO BpeMs pOJOB H B TEUYCHHE

000 HOBOPOXXIEHHBIX MOTUOAIOT B TEUYCHHE
MEPBOTO MeECsa JKU3HU OT BPOKIECHHBIX
MIOPOKOB Pa3BUTHS [2].

Ha cerogusimiamii 1eHp B 0asze JaHHBIX
T€HETUYECKOTO PETHCTpa 3aperucTpUpPOBAHO
1910 nmanueHToB W IJIOJOB C BPOXACHHOU U
HacjeACTBEHHOM mnatonoruesmu. CTpykTypa
BPOXIEHHOW M HACJIEACTBEHHOM NATOJIOTUN
npenacrasieHa B Tabmuie 1 [3].

Taouauna 1. CTpykTypa BpOKICHHON ¥ HACIEICTBEHHON MATOJIOTHIA

Ne [HammeHoBaHme KoaunuecTBO Honas
1 | BpoxaeHHbIE TOPOKHU PA3BUTHS 864 45,3 %
2 | XpoMOocOMHasi NaTOJOTUsl 272 14,2 %
3 | MonorenHas maToJorus 455 23,8%
4 | IIpenarasnibHasg IMarHOCTUKA 319 16,7%
HTOTO 1910 100%

B PKc2007r.BHenpenal'ocynapcTBeHHas
nporpamma FeHETUYECKOr0 CKpUHHUHTA
OepeMeHHBIX periiaMmeHTupoBanHas [Ipukazom
Munuctpa 3apaBoOxpaHeHuss PecmyOnuku
Kazaxcran ot 25 asrycra 2021 roma Ne KP
JACM-91 «O BHeceHMM M3MEHEHUU B MpPHKA3
Munuctpa 3apaBooxpaHeHuss PecmyOnuku
Kazaxcran or 9 centsa6ps 2010 Ne 704

«O0 yTBepKIEeHUU
CKpUHUHTa» [4].

[IpaBun opranuzanuu

[IporHo3upoBanue  HeOIArOMPHUSITHOTO
TeYeHHs] OEpEeMEHHOCTH 0 pe3yJbTaTam
paHHUX  CKPUHHUHIOBBIX  0OOCJIeI0BaHUI

ABJISICTCS aKTYaJbHOM U CI0XKHOM mpobiaemMoit
nepuHaTagbHoro nepuona [5]. Bueapenue B
IPAKTUKY CIIEHU(PUUECKUX U YYBCTBUTEIIBHBIX
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METOMOB, OJHHM U3 KOTOPBIX SIBIISIETCS
NepBbIii KOMOMHUPOBAHHBIN OMOXUMHYECKHUI
CKPHHUHT,  TO3BOJISIIOT  MPOTHO3UPOBATH
pa3BuTHE HEKOTOPBIX OCJIOKHEHUH
npu OepemenHoctu [6]. Ha moka3zarenu
npeHarainbHoro ckpuHuHra (IIC), xoTtopsiii
IpoOBOAMTCA B 1-M TpumecTpe OepeMeHHOCTH
(11 nemens - 13Hemens u 6 gHEH), MOTYT
OKa3bIBaTh BIHMSHUE MHOXECTBO (DaKTOpOB,
CYLLECTBYIOIIUX B IPETPABUIAPHOM IEPUOJIE
U Ha paHHUX CpOKax OEpeMEHHOCTH M0
BBITIOJTHEHUS UcceoBanus [7].

OTmedeHo, 4YTO BO3pacT  KEHIIMHbI
JIOCTOBEPHO BIIMSET HA CTENEHb aKyIIEPCKOTO
pucka, OepeMeHHOCTb B Bo3pacte 15-19
JeT CONpsDKeHa C TIOBBIIICHHBIM PHCKOM
aHeMuM, MpexjaeBpeMeHHblXx ponoB (IIP) u
npeskiamicuu (I[19) B cpaBHEeHUH ¢ BO3pacToM
20-35 ner [8]. XKenmuusl crapuie 35 et
noasepkeHsl pucky 1P, 3anepxku pocramiona
(3PII), aprepuanpHOil runeprensun (Al),
recraimonHoro auabera (I'Jl), mpemyiexxanus
u orcnoiiku manentsl (OI1) [9].

Maccy Tenma  JKEHIIMH  CBSI3BIBAIOT
C  OcClOXHEeHMsIMM  OepemeHHocTu. llpu
uHaekce maccel tena (MMT) Gonmee 30 kr/
M2 u MeHee 18 Kr/M2 CHWXETCS YacToTa
HACTYIIJICHUS OepeMEeHHOCTH [10].
l'unepronnueckast 6onesnp (I'B) - Hambonee
4acTO JUAarHOCTUPYEMOE IKCTPAreHUTAIBLHOE
3aboneBanue (O13) B mpakTuKe akyiiepa-

TUHEKOJIOTa, sIBIsieTcss  (DaKTOpOM  pHCKa
passutus [19, 3PIL, ITP, OIT [11].
Hapymienne  MeHCTpyalbHOrO  LMKJIA

(HMLI) MoxeT OBITh TJIaBHBIM HPOSIBICHUEM
HEKOTOPBIX JHIOKPUHHBIX PACCTPOUCTB, B
YaCTHOCTH HapyIIeHUs (PYyHKIIMH IITUTOBHTHOM
xkenespl  (HOIIDK) [12,13],  xoTopas
YacTO AacCOLMMPOBAHA C AaKYUIEPCKUMU H
NepuHaTAIbHBIMK  OCJIOKHEHusiMu  [14].
3a0oJieBaHNs U TOBUHOM JKEJIE3bl yXYIIAI0T
MPOTHO3 YK€ HACTYMUBIIEH OEpeMEHHOCTH,
MOBBINIASE  PUCK  HEBbIHAIMMBaHus  [15].
Bo Bpems OepemeHHocTH y Kaxaouw 3
MAIUEHTKU C XPOHHUYECKUM MUETOHEeHPUTOM
(XIT)  mpoucxomautr  oboctpenue  [16],
OCTpBIi WHQPEKIHOHHBIA TIPOIECC BIIEYET
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HEBBIHAIIMBAaHUE, WHPHUIMPOBAHHE IUIOJA,
aKyIIEPCKUE OCJIOKHEHUS BOCHAIUTEIBHOIO
XapaxkTepa, HeoHaTaiabHyto Tubens [17, 18].

[Tpu YCTQHOBJICHUU daxra
OepeMeHHOCTH OOJBIIMHCTBO  TEXHOJIOTUMN
0  TPEIYNPEkKACHUI0  HEeOIarompHusATHBIX
UCXONOB  HEI(PPEKTHBHEI, HeoOxouma
nperpaBuIapHas MOJArOTOBKA (T1I7),
HanpaBJICHHas HAa MUHUMH3ALUI0 PUCKOB
NpU pealn3aluil PernpoAyKTUBHOW (PYHKIUU
KEHIUMHBI [19] W CHMXKEHUI0  YPOBHA
MATEPUHCKOW, MEPUHATATBHOW CMEPTHOCTU U
3200J1eBA€MOCTH; YaCTOTHI PEKIEBPEMEHHBIX
pomoB (ITP); camompou3BOJIBHEIX a0OpPTOB
(CA) [20,21].

Yactora  BBIABIECHHA  XPOMOCOMHOM
natojoruu B mnomyiaiupn — 1:300—1:250
[22], yamie BcCEro BCTPEYAIOTCS TPUCOMUU
no 21-i, 18-it u 13-it xpomocomam. OHUM
U3 KJIIOYEBBIX HMHCTPYMEHTOB CHW)KEHHUS
MJIQZICHYECKON U NIEpUHATAIbHON CMEPTHOCTH
SABIIETCS IIpeHaTaJIbHbIN CKPHMHUHT,
HAIpaBJICHHBI Ha BBIABIEHUE M OLICHKY
PUCKOB XPOMOCOMHBIX aHOMAaJINH TUIOAA.

B Hacrosimiee Bpemsi IpeHaTalIbHBIN
CKPUHHMHI TIEPBOIO TPHUMECTpa BKJIHOYAET
yibTpa3BykoBoe wuccienopanue (Y3U) B
cpoke 11—14 mHemenr OepeMeHHOCTH C
OIIpEIEIEHUEM MAaTEPUHCKUX CBIBOPOTOUYHBIX
MapKepoB KpOBH, Ha OCHOBaHMM KOTOPOIO
IIPOU3BOJUTCS KOMIUIEKCHBIA IPOrPaMMHBIN
pacyeT WHAMBHUAYAJIbHOIO pPUCKA POKICHUS
pebeHka ¢ XpoMOCOMHOU maroyiorueid. Pacuer
WH/IMBUIYATBHOTO PHCKA POXICHHUS peOeHKa
C XpPOMOCOMHOM IIaTOJIOTMEH, IPOBEICHHBIN
HAa OCHOBAaHUM JIaHHBIX YJIBTPa3BYKOBOI'O
UCCIIEIOBaHUsI U TOKa3aTeled MaTepUHCKUX
CBIBOPOTOUYHBIX MapKepoB, SIBJIIETCS
HENpsIMBIM METOJIOM, B CBSI3U C YEM MOXKET
IPUBOJIUTh K IOJIYYEHHUIO 3HAUYUTEIBHOIO
KOJIMYECTBA JI0’KHOTIOJIOKUTENIbHBIX U
JIO’)KHOOTPULIATEIbHBIX PE3yIbTATOB.

MATEPHUAJ U METO/JbI
B BKO ¢ 2008r. mpoBoautcs
KOMOWHHUPOBAHBIHI IIpeHaTaIbHBIN
OMOXUMUYECKUI CKPUHUHT Ha
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MaTE€pPUHCKHE  CBIBOPOTOYHBIE  MapKephI.
C 2018r. ocyuiecTBIEH NEPEXol Ha MpUMEHE-
HUE CYXOH KaIllIi KPOBH BMECTO CHIBOPOTKH
KpOBH, YTO CHU3WJIO Tpyniy pucka ¢ 11,5% no
6%.

C 2012r B Llentpe Matepu u Pebenka
3a  TEepuoa  NIPOBEJCHHUS  IPEHATaJIbHOTO
ckpunuira B BKO BHenpena wuHBa3uBHas
IpeHaTajgbHasl JAMAarHOCTHKa, a ¢ 2015
roja BHEJpPEHa MWHBA3UBHAs IIpEHATaJbHAs
muarHoctuka FISH wmeton  umccrnenoBanue
AMHUOTHUYECKOH KUAKOCTH (AMHHOLIEHTES).

PE3YJIbTATBI U OBCYXKJIEHUE

[TokazaTtenu 2018-2022 roasl 3HAYUTENBHO
W3MCHHUJIIUCh, Y€M B Hadalle CKPUHUHTOBOM
nporpammbel  2008-2011 romax, mo BKO
CpeIHU 0XBAaT CKPUHHUHTA COCTaBISLI OT 65-
68%, BBISIBIIEHHE XPOMOCOMHOW ATOJIOTUH HE
6omee 4%, KOIMYECTBO JETEH POIUBIIUXCS C
cunapomoM Jlayna gacrora coctasisuia 1,0 %
Ha 1000 HOBOPOXKAEHHBIX.

[Ipu ananuse ciryyaes AeTel C CHHAPOMOM
Jayna 3a mepuon 2018-2021 rom Bcero
poawnocs 76 pereit, uz Hux 55 (72,4%)

MPONUIA CKPUHUHT (Y KOTOPBIX BBICOKHIA
puck 42 (76,4%) cmygas, 13 (23,6%
JI0’)KHOOTpHLIATEIbHBIE), U3 HUX Y 3W CKpUHUHT
1 Tpumectpa npouu 61- 80,2 % B 7 ciayuasx
(11,4%) umenu otkioHeHusi Y3U mapkepon
YTONIIEHHE  BOPOTHUKOBOTO IPOCTPAHCTBA
(TBII); manmee wmenu BO3PACTHOU (aKTOp
JKeHIIUHBI 37 jer - 48, Mo TeM WU HWHBIM
npuurHaM (10 CBHIBOPOTOYHBIM MapKepam,
nmo Y3U wmapkepy, Bo3pacTHOMY (akKTopy,
Bo3pact + CM, Bo3zpact + Y3U, BOo3pact +
CM + V3M), um npennaraioch npeHaTaabHas
MHBa3UBHAs IMATHOCTHUKA OT KOTOPOW MHOTHE
OTKa3bIBAJIHCh.

3anepuon 2022 r oxsar [1C cocraBui 84%,
NpU aHalIM3€ CIydyaeB JeTeld C CHHAPOMOM
Hayna poaunocy 10 nereét (M3 HUX HMeENH
OTKJIOHEHUSI B MATEPUHCKHX CBHIBOPOTOUHBIX
Mapkepax (MCM) - 2 ciyuasi, Y3U mapkepoB
Itpumectpa yrommenue (TBII) - 1, VY3U
Mapkepsl 2 TpumecTp — lciayyail, Bo3pacTHOM
dakrop - 4 ciyyasi, JIO)KHO-OTPHIIATEIHHBIN
pe3yabTar — 2, OTKa3 OT MpepbIBaHUS
oepemennoctu ¢ CJI — 1 cirydaif).

Ta6imuna 2. Ilo Bocrouno-Kaszaxcranckoit oOmactu 3a 2018-2022 rr. mpomwio
obcnenoBanne Ha MCM niepBoro TpuMecTpa.
froa | MeHwuH |Mpownun Oxsar Hyxpanocb B | Mpownun | BoiasneHo Kon-so | Kon-so
BCTaBLUUX | CKOPUHUHT | CKPUHUH- | npoBeaeHun una Xpomo- poaos
Hayuér |1 rom unp, (Bospacr, COMHOV POXAEHHDIX
Tpumectpa Y3U mapkepbl, nartonoruu peteii ¢
(&\)]
CMHAPOMOM
OayHa
% A6cuy | % Abc.u | % A6cu | %
2018 | 21165 15898 75,55 3558 16,81 | 387 27 6,98 120636 |20 0,97
2019 | 21646 16734 77,31 3512 16,23 | 425 23 5,41 20556 |25 1,22
2020 [ 22700 17709 75 2585 14,5 1207 15 7,25 121300 |16 0,75
2021 | 11046 9191 83,2 1200 152 | 179 9 5,02 (10800 (8 0,74
2022 | 8678 7900 85,6 800 10,1 |132 10 7,6 9796 10 1,0
Bcero | 85235 67432 79,1 11655 |17,2 1248 84 7,0% [ 83088 |79 0,95
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W3 ananuza BUHBI OCHOBHBIE NMPOOJIEMBI
IIPEHATaIbHOIO CKPUHUHTA:

1. Hu3kuil nponeHT BHISIBIIEHUS] MapKEPOB
XpoMocoMHoOM naronoruu no Y3U ckpuHUHTY.

2. CHWJKEH OXBaT CKpPUHUHIOM, OKOJO
15% >keHIIUH OCTalTCsl HEOOCIe0BaHHBIMU
10 MPUYUHE MO3IHETO B3SATHSA HA y4YeT W/WUIIH
no3aHssl siBKa (cpoku mnposeneHus MCM
nepsoro TpuMectpa ¢ 11 Heagenu no 13 Hexens

6 mHen).

3. I'pynma pucka c JI0’KHO-
MOJIOKUTEIBHBIMA ~ pe3yJibTaTaMU Jla€T He
OMpaBJIaHHOE  KOJMYECTBO  HWHBA3WBHOMU
MPEeHATATHHON JHATHOCTUKH.

4. OTka3 Tpynmel pHUCKA C HCTUHHO
MOJIOKUTETHHBIMU pe3ysbTaTaMu oT

JATBHEUIIIETO 00CIICTOBAHMS U TTPOXOKICHHS
UIII.

5. Otka3 oT mpepbiBaHUS OEPEMEHHOCTHU
MIOCJIE BBISIBJICHUS XPOMOCOMHOM NATOJIOTHM.

3AKJIIOYEHHUE

B Bocrouno-Kazaxcranckoit oGmactu
BHEJIPEHBI U BBINOIHSIOTCS BCE HEOOXOUMbIE
UCCJIEIOBaHMsI IIPEHATAJIbHOTO CKPUHUHIA!
KOHCYJIbTAIlMsl TeHETHKA, KOMOMHUPOBAHHBIN
ckpuHHUHT nepBoro tpumectpa (bXC +Y3N),
V3 - ckpununr, UIIJ] no mnokazaHusM,
LUTOT€HETUYECKHE UCCIIEIOBaHMs,
IpEHaTaJIbHbIH KOHCHUIMYM. AHajIu3 HMTOTOB
TeHETUYECKOT0 CKPHUHHMHTa OEpEeMEHHBIX 3a
nepuon 2018-2022rr. 8 BKO moxazai, 4ro,
HE CHMKAETCSl 4YacToTa POXACHUSA JEeTe ¢
c.JlayHa, BpOX/IE€HHBIMH NOPOKAaMHU pa3BUTHUS
(BITP), poct  nerckoid  WHBAJIUAHOCTH,
MJIaJIEHYECKOM CMEPTHOCTH, CBUAETEILCTBYET
O TOM, YTO, HCIOJb3yEMbIE B IPAKTUKE
METOABI JOPOJOBOM W pPAHHEW IMAarHOCTUKHU

TCHETHYCCKUX HAPYIICHHH, HEIOCTAaTOYHO
3 PEKTHUBHBI.
B memsx CHmWKEHHS — MIIaJCHYECKOM

CMEPTHOCTH U JICTCKON HHBAJIMTHOCTH, B LIEJISIX
YIIyqIeHuto 3PGEKTUBHOCTH MPEHATATHLHOTO
CKpUHHWHTA, B CHCTEMYy I[peHATaIbHOU
JTUArHOCTHYECKON TTOMOIIIH aKTUBHO
UHTETPUPYIOTCSI COBPEMEHHBIC HEUHBA3HBHBIC
CKPUHHUHTOBBIC TEXHOJOTHUU JUIS BBISIBICHUS
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4acThIX XPOMOCOMHBIX aHeymnoyauil (XA) y
ioja.

B 2010-2013 Bo Bcex pa3BUTBHIX CTpaHax
BO3HHUKJIA CUTYyalllsl MHTEHCUBHOI'O BHEIPEHUS
texHonoruit  HUIIT B mpenaTanpHyrO
IMAarHOCTHKY B pa3HbIX KOMOMHAIHMAX CO
CKPUHHUHI'OM U CEJIEKTUBHBIM METOJIOM.

[Tocme  xoHQepeHIUN  TpeHaTaTbHOU
nuarHocTukn B BemukoOpurannun (FMF
Advances Course, London, 2016, Dec 3-4),
HauyuHasic2017rogaBpse cTpannpe/iaraercs
opunmansno Brmrounts HUIIT B cucremy
MPEHATAIFHOTO CKPUHUHTa OEpeMEHHBIX C
BBICOKMM PUCKOM XPOMOCOMHOI NATOJIOTUH Y
ioja.
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VJIK: 616-07

IMPEHATAJIBHASA TUATHOCTHUKA OBIIEI'O
ATPUOBEHTPUKYJISAPHOI'O KAHAJIA Y IIVIOJA, KAK IPEJIUKTOP
XPOMOCOMHOMI MATOJIOT A

M.V. My3ap, M. P. Kynkaposa, XK. A. Kymaaunosa, /I. M. AxaToBa
Llentp oxpansl mioaa, «I"opoackas MHoronpoduiabHast 6oapHHULIA No2y
r. Acrana, Pecriy6nuka Kazaxcran

AHHOTAIUSA. OGmuii aTpuOBEHTPHUKYISPHBIM KaHall SBISETCS BPOXKICHHBIM TOPOKOM
cep/la, Ha IO KOTOPOTo MPUXOAUTCS 0KoJI0 3% MopokoB pa3Butus cepaua. OOmmii aTpuoBeH-
TPUKYJSPHBIM KaHaT BcTpeyaeTcs y IBYX U3 Kaxasix 10000 sxuBopoxkaeHHbIx. O6a mona cTpaaa-
IOT OIMHAKOBO, U ObLIa OOHapy’keHa CBsA3b ¢ cuHapoMoM JlayHa. B 3aBucumocTu ot Mopdosnoruu
BEpXHEH CTBOPKH OOIIETro aTpHOBEHTPUKY/ISIPHOTO KiianaHa Bbyiessitor 3 tuna OABK (tun A, B u
C, cornacuo knaccudpukarmu Pactemnn). OABK npuBoauT k 3HAYUTEIBHOMY MEXIIPEICEPAHOMY
U MEXOKEITYI0YKOBOMY CHUCTEMHO-JIETOYHOMY ILIYHTY, BBI3bIBasl MEPETPY3KY IPABOIo XKelydouKa
U jerounyto runeprensuto. Jlnarnoz OABK M0XHO TuarHocTupoBaTh B PaHHEM IPEHATAJIbHOM
CKpHHUHTE B cpoke 12-14 Henens OepemeHHOCTH. Ha OCHOBaHMM Halllero peTpoCrneKTUBHOIO aHa-
JM3a MOXKHO C YBEPEHHOCTBIO CKa3aThb, YTO, KOIJIa TUArHOCTUPYETCs 1e(heKT aTpUOBEHTPUKYJIISP-
HOTO KaHaJsla, 0c000e BHUMaHUE JIOJDKHO OBITh yAEJICHO BBISIBICHHIO XPOMOCOMHBIX aHOMAJIUHU, U
JIOJKHO OBITH BBIIIOJHEHO KapHOTUIIMPOBAHHE ILIOJA.

Knrouesnie cnosa: 10, ITIOPOKHU CEepala, 06H.IPII>1 anI/IOBeHTpI/IKy.HHpH]EJﬁ KaHaJI, XpOMOCOMHas
aHoOMaJius, CHHAPOM [[ayHa, [npcHaTallbHasA JHUAarHOCTHUKaA.

TYWUIHAEME.IIITETTBAJIAJTAFBIOPTAKAHTPOBEHTPUK Y JISPJIBIKKAHAJIJIBIH
[NPEHATAJIbBABI JIUAT'HOCTHUKACBI — XPOMOCOMAIJIBIK ITATOJIOI'MAHBIH
BOJDKAVYIIBICBI. My3zap M.V., XKynkaposa M. P., XKymaninosa XK. A., Axarosa J[. M. Imreri
Oaanbl KOpray opTaibirbl, «No2 KajalblK Kerlcajajbl aypyxaHa», AcraHa kanackl, Ka3zakctan
PecnyGnukacsr.

Oprak arpuoBeHTpuKysApiablK kaHan (OABK) - xypek akaynapbinblH mamameH 3% -bIH
KYpalThIH Tya OITKEH XYpeK aypybl. ATpPMOBEHTPUKYISPAbIK KaHan opOip 10000 Tipi TybuiraH
HOpECTEHIH eKeYy1H/Ie Ke3necel. ¥aap MeH KbI3 Oananap/a Oipaeit kesaecel xone Jlayn cuuapo-
MBIMEH OaiaHbIChl aHBIKTa/Ibl. OpTaK aTPHOBEHTPHUKYIISPIBIK KJIaIaHHBIH KOFapFbl KaKIaKIa-
ChIHBIH MopdomorusiceiHa 6ainanbictel OABK-HbIH 3 Typi axkbipaTsiiansl (Pactemiu knaccudu-
Kauusicel 6oiibiHIa A, B sxone C tuntepi). OABK oH kaK KapbIHIIAHBIH KbICBIMbI MEH KOJIEMIHIH
[IaMaJIaH ThIC )KYKTEMECIH JKOHE OKII€ TUIePTEH3UACHIH TYIbIPAThIH €JIeyJ1 )KYpEeKIlIeapallbIK )KoHE
KapbIHIIaapalbIK KyHelik-okne myHTeiHa dkeneni. OABK auarnossin xykTinikTiH 12-14 anra-
CBIHJIa €pTE IPEHAaTaIb/Ibl CKpUHUHITE aHbIKTayFa 001a/ibl. bi3/liH peTpoCneKTUBTI TalljaybIMbI3Fa
CYHEHE OTBIPBII, ATPUOBEHTPHUKYIISIPIIBIK KaHA aKaybl JUarHO3bl IPEHATaNb bl KE3€H 1€ KOUbUIFaH
Ke€3/Ie XpOMOCOMAJIbIK aybITKYJIap/ibl aHBIKTayFa €peKIilie Ha3ap ayJapy KepekK, o YIUiH YPBIKThIH
KapHOTHIIIH jKacay KaXKeT.

Tyiiin ce30ep: imireri Oana, KypeK akayliapbl, OPTaK aTPHOBEHTPHUKYISIPIIBIK KaHaJ, XpOMOCO-
MaJbIK aybITKYNap, JlayH CUHIpOMBI, TpeHaTaIbAbIK JUarHOCTHKA.

SUMMARY: PRENATAL DIAGNOSIS OF THE COMMON ATRIOVENTRICULAR CA-
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NAL IN THE FETUS AS A PREDICTOR OF CHROMOSOMAL PATHOLOGY. M.U. Muzar,
M. R. Zhulkarova, Zh. A. Zhumadilova, D. M. Akhatova, Center for Fetal Care «City Multidisci-
plinary hospital Ne2», Astana, Republic of Kazakhstan.

Complete atrioventricular canal (CAVC) is a congenital heart disease, accounting for about 3%
of cardiac malformations. Atrioventricular canal occurs in two out of every 10,000 live births. Both
sexes are equally affected and a striking association with Down syndrome was found. Depending
on the morphology of the superior leaflet of the common atrioventricular valve, 3 types of CAVC
have been delineated (type A, B and C, according to Rastelli’s classification). CAVC results in a
significant interatrial and interventricular systemic-to-pulmonary shunt, thus inducing right ven-
tricular pressure and volume overload and pulmonary hypertension. The diagnosis of OAVK can
be diagnosed in early prenatal screening at 12-14 weeks of gestation. Based on our retrospective
analysis, it is safe to say that when an atrioventricular canal defect is diagnosed in utero, special
attention should be paid to the identification of chromosomal abnormalities, for which fetal karyo-
typing should be performed.

Keywords: fetus, heart defects, common atrioventricular canal, chromosomal anomaly, Down
syndrome, prenatal diagnosis.

BBEJIEHUE

CHuxeHue MJIaJICHYECKOU
CMEPTHOCTH SIBJISIETCA OJHOM W3 BaKHBIX
3ajauy  rocyjgapcrBeHHoro  ypoHs. llo
PEKOMEHAALUSIM BO3, MJIaJIcHYECKas
CMEPTHOCTb OTHOCUTCS K 4YHCIy BEIyLIMX
WHJUKATOPOB HE TOJILKO 3/10POBbs HACEJICHHUS
U YpOBHS XU3HU, a TAaKXKe KayecTBa pabOThHI
CUCTEMBI 37paBOOXPAHEHHUS.

B HacTos111e€ BpeMs, BpOXKAECHHBIE IOPOKU
cepaua (BIIC) 3anumaror nuaupyromue
MO3ULIMUM 1O  pPacIpOCTPAaHEHHOCTH B
CPaBHEHUU C JPYIMMHU IMOPOKaMHU Ppa3BUTHUSA
y JeTel W OCTAalTCs BEeAylLed NMPUYUHOU HUX
CMEPTH.

OcnoBHast noast crpykrypsl BIIC Obuia
MPEJCTaBICHAa CENTAIbHBIMU  JePeKTaMu:
OOIIMM __ aTPUOBEHTPUKYJSPHBIM __ KaHAJIOM
(ABK), IMXII, AMIIII, Terpamoit damio
[1].

Kpome TOro, y OOJBIIMHCTBA IJIOJOB C
O0IIMM  aTPUOBEHTPUKYJSIPHBIM  KaHAJIOM
HMMellach XpoMocoMHas aHoManus (XA).

OTKpBITHII ATPUOBEHTPUKYJIAPHBIN
kanan (ABK), wmm oOmwuit npeacepaHo-
YKEITYJOUKOBBII KaHall (OITXKK)
XapaKTepU3yeTcs HEJI0pa3BUTHEM
MIEPETOPOJIOK, MIPHIIEKALTUX K

aTPUOBEHTPUKYISPHBIM KJIallaHaM, u
aHOMAllMAMH CaMHUX  KjamaHoB. Takum
00pa3zoM, B MaTOJOTUYECKUMA MPOIECC BXOMASAT
nedeKT3aJHeHNKHEN YacTH MEeKIIPEACePTHOM
neperopoaku (MIIII), nedexr nputTodHOI
YacTH  MEXIKEITYJOUYKOBOW  MEPEeropoJKu
(MXKII) u nedexrsl GpopMHpOBaHMS JEBOTO
U MPaBOTO aTPUOBEHTPUKYIISIPHBIX KIIAIAHOB
[2].

Bizapy6exxHoinuTeparype TakKe MpUHSITHI
TEPMUHBI «JIe(DEKT aTPHUOBEHTPUKYISPHOTO
KaHalay, «nedext SHJOKapIUaTbHBIX
MOAYIICK», «JIe()EeKT aTPHUOBEHTPUKYISPHOM
MIEPETOPOIKIY, «TEePCUCTUPYIOIIHIA
o0ImMi  aTPUOBEHTPHUKYISAPHBIM  KaHA»,
«aTPUOBEHTPHUKYIISIPHAS  KOMMYHUKAIIHS.
Bce oHM oOTpaxarOT OAMH M TOT K€
MaToJIOTHYECKUM KOMIUIEKC [3].

Tak Kak cTeneHb HeIOPa3BUTUS CTPYKTYP
MOXET OBITh Pa3IUYHOM, CYHIECTBYET LIETbIH
CIEKTP OTKJIOHEHUH, U3 KOTOPOTO BBIIETSIOT
YACTHUYHYIO (HETMOJHYI0), MPOMEXYTOUHYIO
u noianyro Gopmsl ABK. OOGpuHO B
MATOJIOTMYECKHI TMpoIlecC BOBIEKAIOTCS H
CenTajbHble CTBOPKU TPHUKYCHUAAIBHOTO
U MmuTpalbHoro  knamaHoB.  CremeHb
BBIPAKEHHOCTH IOPOKA BAPbUPYET OT MOJIHOTO
otcytcTBust MIIIT u Bxonnoro oraena MXKII
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10 HeOONbImIMX AE(PEKTOB TONBKO OMHOMN
U3 MHTpPaKapIuajIbHBIX MEPEropojoK [4].
[Ipenmonaraemass dYactora »HTOTO IOpPOKA
Bapbupyercs ot 0,33 Ha 1000 xuBopoxKACHUN
10 0,51 na 1000 >xuBOopoOxIeHMH [5].

[Ipenaranbnas nuarnoctuka ABK ouenb
BakHa, MOCKoJIbKy ABK 00bdHO coueraeTcs
C XpPOMOCOMHBIMM AaHOMAJHUSIMU, TaKUMHU
Kak TpucoMmus 21, KoTopas BCTpedaercs IO
MeHblIeit mepe B 50% Bcex ciyuaes [6]. Takxke
YacTO COUYETAETCS C APYIMMH KapIuaabHbIMU
U aHOMAJIUAMM JPYIMX CHUCTEM M OPraHoOB
[7,8].

[IpenaranpHast dXoKapaAuOTpaduIecKas
JTUATHOCTUKA  TMOJHOW  (opmbel  00IIETO
aTPUOBEHTPUKYJISIPHOTO KaHajla HE BbI3bIBAET
TPYJIHOCTH, TONOJIHUTEIbHOE UCIIOJIb30BAHNE
pexnma IJIK mosBosiser BH3yanu3upoBaTh
€IMHBIII TOTOK KpPOBH  depe3  OOIuii
aTPUOBEHTPUKYJISIPHBIN KJIaIlaH.

OOIHii OTKPBITHIN ATPHOBEHTPUKY IS PHBIH
KAaHAJI 4acTO COYETAeTCs C COIyTCTBYIOLIEH
[aTOJOTUEH, B YaCTHOCTH C CHUHAPOMOM
JlayHa, NTHarHoCTHKa €ro y IUioja SBISETCS
a0COJIOTHBIM IIOKa3aHUEM Ul IPOBEICHUS
y Hero kapuotunupoBaHus. Ilpaktuka
MIOKAa3bIBAET, YTO XPOMOCOMHAasl IaTOJIOTHUs
Opd O3TOM TIOPOKE — OCHOBHOH (pakTop,
OTIpEIeNIAIONINI UCX0 OEPEMEHHOCTH.

[lenb: PaHHss peHaTanbHas JUarHOCTHUKA
O0IIero aTPUOBEHTPHUKYJSIPHOTO KaHama y
IJI0I0B C XpPOMOCOMHOM MATOJIOTUEN.

MATEPHAJI U METOJbI
3a Tpu rToma (2020 r, 2021 T,
2022 r) B OTACJIEHMM IpEHATAJIbHOU

YIABTPAa3BYKOBOM JHUATHOCTUKHU «I OpoacCKoii
MHOTONPO(HIBEHOM 00MbHUIEI Ne2y T. AcTaHa
ObUT0 nuarHoctupoBaHo 30 ciaydaeB o0mIeTro
aTPUOBEHTPUKYJSIPHOTO KaHaja B COUYETAHUH
C XpOMOCOMHOH matojoruei (pucyHok 1).
Bo3pacT manMeHToK HCCIenIyeMOl TpYTIbI
BappupoBasl oT 24 1o 41 netr, u B cpelHeM
coctraBua 33 roga. Cienyer OTMETUTD, YTO Y
32% OepeMeHHBIX BO3pACT MpPEBHIIIA 35 JeT.
Cpoxku uccinenosanusi: 12 nenens — 21 nenens
1 nenb. Y Bcex mI0a0B Ha cpokax 12 Henmenb
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— 13 Hepens 6 nHEN TPOBEIACHO H3YUYEHHUE

TOJIIIINHBI BOPOTHUKOBOI'O MMpOCTpaHCTBA.
Kpome Toro, Ha Bcex cpokax OepeMEHHOCTH
OCMOTPEHHBIX IUIOJIOB HPOBOJNIIOCH

JeTajbHOe HM3ydeHue 4-x KaMepHOro cpesa
cepAlla, BBIXOJHBIX TPAKTOB JKEIYJOYKOB W
cpesa «uepe3 3 cocyda» C MCHOJIb30BAHUEM
TPAHCBarmMHaJIbLHOTO JIOCTylla W pEeXKUMa
K. MccnenoBanus mpoOBOIUIUCH COTTIACHO
MPOTOKOJIAM Crangapt OpraHu3aluu
MIPOBEICHUS TPEHATATBHOTO YJIBTPa3ByKOBOTO
ckpuHuHra B PecnyOnuke Kaszaxcran 21 utons
2022 roga Ne KP JICM-54. CkpuUHHHTOBBIE
YIBTPa3ByKOBbIE HCCIIeTOBAHUS
npoBoamianck Ha anmapare VOLUSON
E10. IluToreHeTuueckue MCCICIOBAHMS
BBITIOJIHEHBI B J1a0OpaToOpuu  OTACIICHUS
MEJIUKO-TEHETUYECKOT0  KOHCYJIbTUPOBAHUS
I'oponckoii  MHOTOMPOGUIBLHOW  OOTHHUIIBI
No2 r. Actansl.

PE3YJIBTATBI U OBCYX/JEHHUE

3a nepuon c¢ 1 suBaps 2020 roma mo
31 nmexabps 2022 roma B LleHTpe OXpaHBI
mioaa Bcero BeisiBieHo 177 XA (75 XA
B 2020 r, 53 XA B 2021 1, 49 XA B 2022r)
(pucynok 1). Cpemu mnoaoB ¢ XA oOuui
aTPUOBEHTPUKYJIAPHBIA KaHal BBISIBICH B
cpeaHeM y 18%. OrTMmeuaercst yBeaudyeHuUe
KOJIMYECTBA JMAarHOCTUPOBAHHBIX  OOIIMX
aTPUOBEHTPHUKYJIAPHBIX KaHAJOB, TaK €CIIU B
2020 r 6buto BeISBIEHO 8 cimydaeB (10,7%)
ABK ¢ XA, 1o B 2021 r — 10 ciyuaes
(18,9%) 2022 v — 12 cnyuaeB (24,5%),
YTO BO3MOXXHO CBS3aHO C YJIy4IIEHHUEM
KayecTBa  TNPOBOJUMBIX  HCCIIEIOBaHUM.
Cpenu XpOMOCOMHBIX MATOJIOTHI, B HaIleM
HCCIICOBAaHUM, CaMOl 4YacTOil OKa3ajnach
Tpucomuss 1no 21 Xxpomocome (CUHAPOM
Hlayna), ona HaOmomanace modtd B 90%
ciaydasx. biaromaps paHHEd npeHATaIbHOU
JTUATHOCTHKE  MOJIHOM  (opmbl  oOIIero
aTPUOBEHTPUKYJIAPHOTO KaHaja B COYETAHUH
¢ XA yacroTra poXKIEHHs JeTed CUHAPOMOM
JHayna cauzunoch Ha 22%.
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OO0mmii aTpMOBEHTPUKYJIAPHBINA KaHAJ B cOYeTaHUM ¢ XA
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Pucynoxk 1. Jlons o61iero arpMoBEHTPUKYISIPHOTO KaHajla B cOYeTaHu ¢ XA 0T 00mIero kKo-

JIMYECTBA BBISIBICHHBIX XA

Ecnun  cpaBHUTB 3TOT 1OKasaTeiap C
JIPYTUMH HCCIEIOBAaHUSAMHU, TO IO JTaHHBIM
nutepatypsl, BIIC B 8—15% ciyuaeB cBsizaHbl
¢ reHerudyeckumu cunapomamu [9,10]. B
CIOJA ©Obul  TpPOBEAEH MHOTOLEHTPOBOM
aHalIM3, U OH IIOKa3all, YTO XPOMOCOMHbIE
aHomasiun umenn 12% nereir ¢ BIIC.
Haubonee uacTto BCTpeYaquch TPHUCOMUS
21-it xpomocomsbl (53%), Tpucomus 18-ii
xpoMocoMbl (13%), yIauMHEHUE UIMHHOTO
mieda 21-it xpomocomsl (12%) u Tpucomus
13-it xpomocomel (6%) [10]. B napyrom
uccnenoBannu, W. Rosamond u coaBTOpBI
[11] omenunu pacnpoctpanenHocts BIIC
y nered ¢ cuHapoMoMm JlayHa B OOJbIION
koropre. B nuccnenosanuu yuactsosanu 1469
nereir ¢ cunapomom Jlayna u BIIC Obuin
BBISIBICHBI y 44% nHabmoaenuii. CTpykTypa
BIIC Opia mpexacraBiieHa  CIEAYHOIIMMU
nopokamu: JIMXKII B 43%, JAMIIIT B 42%,
aTPUOBEHTPUKYJISIPHBIM KaHaioM B 39% wu
terpagoit Pamio 6%.

Yame oOmmii aTpUOBEHTPUKYISAPHBIN
KaHall HE  BBI3BIBACT  HEIOCTATOYHOCTH
BHYTPHYTPOOHOTO KPOBOOOpAIICHHUSI.

Jlume  mocne BO3HUKAIOT
reéMOJIMHAMUYECKUE HapylLIEHUS,
CBSI3aHHBIE C AHOMAJIBHBIMHU COOOIICHUSMH,
HEJIOCTATOYHOCTBI0  ATPUOBEHTPUKYJIIPHBIX
KJIAIAaHOB M, Kak CIEJICTBHE — JIErO4YHas
runepTeH3us. Bmecre ¢ TeM, 001Iuit OTKPHITHII
aTPUOBEHTPUKYJISPHBIN KaHaJl MOXKET
NPUBECTH U K BHYTPUYTPOOHOW cepaedHOM
HEJOCTATOYHOCTH.

IIpenaTanbHbIl AMArHOCTUYECKUN TTOUCK
IIPU HTOM IIOPOKE CJIEIYET BECTU B CIEAYIOIIEH
IIOCJIEI0BATEIbHOCTH:

* ompeneneHue (GOpMbl aTPHOBEHTPUKY-
JISIPHOTO KaHaJa;

* OICHKa BHYTpPHUCEPICYHOH Mopdome-
TPUU U KEIYJOYKOBO-COCYAUCTOIO COOTBET-
CTBUS;

* JMAarHOCTHKA KOMOWHHPOBaHHOW cep-
JIEYHON MaTOJIOTUH;

* uckirouenue OxoKI' nmpusHako cepaeu-
HOI HEJOCTAaTOYHOCTH,

* UCKJIIOYEHHE COYETAaHHOU ITATOJIOTUH.

BimsiHue npeHaTanbHOM  AUMArHOCTUKHU
Ha IIPOTHO3 HEOJHO3HA4HO. [0 HEKoTOpBIM
JTAHHBIM, BBISIBJICHHE 3TOT0 IIOpOKa

POXKIAECHUS
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0 POXICHUS YIydllaeT TPOTHO3 IS
pebenka Ha 42-44%, uyro o0O0yclIOBIEHO
NPOJIOHTUPOBAHUEM OEpPEeMEHHOCTH TOJBKO
NpU UCKIIIOYCHUH COYETAaHHOW IMaTOJIOTHH Y
moma [12].

I[Ipy  aHOMaNbHBIX  KOMMYHHUKAIIHSIX
araMeTpom Oosiee 8 MM U TTpU3HAKAX (PeTaTbHON
CepleYyHONW  HEIOCTaTOYHOCTH  BO3pACTaeT
PUCK HEOHATaJbHOH CMEpTH B l-€ CyTKH
xu3Hu. Kpome Toro, Hapactanue cepaeyHOn
HEIOCTaTOYHOCTH Yy IUIOAA TMpearoaraet
MHOTOATAIHYI0 KOppeKuuto rmopoka. [lpu
XOpomie aHaroMuu TMopoka (TUrn A 10
Pacrennu, uryHTsl MeHee 8 MM B JuaMeTpe),
OTCYTCTBUHM COIMYTCTBYIOIIEH TAaTOIOTHH |
NPaBUIBHOM BEJICHHH OEPEMEHHOCTH IPOTHO3
Uisi peOeHKa, B IIEJIOM, OJIarompusTHBINA, a
3pPEKTUBHOCTh  PAAMKAIBLHOW  KOPPEKIIUH
nopoka coctasisieT 75%.

Bonee paHHss auarHocTHka —0OIIETO
ATPUOBEHTPUKYJISIPDHOTO  KaHaja  BaKHA
JUIs 3HAHUSA O COCTOSIHUM IUIOAQ, PEIICHUS
BOIIPOCA O HEOOXOIUMOCTH JIOTIOTHUTEIBHBIX
HUCCJIEOOBAHUN U JAJILHENIIIEY TAKTUKY BE ICHUS
O0epemeHHocTu. Hackoabko HaM M3BECTHO,
HE TPOBOJWIOCH HHMKAKHUX HCCIIEJOBAaHUM,
YTOOBI OMPEAETUTD, BIUSET JIU O0Jiee paHHUI
JIMarHO3 Ha TICUXOJIOTHIO POAMTENEeH W Ha
UX BBIOOD B OTHOIICHUM TMPEPHIBAHUS WU
coxpaHenus OepemeHHOCTH. KpaTkocpouHast
U JIONITOCPOYHAsi BEDKUBAEMOCTh CPE/IU JIeTeH
C 00IUM aTPUOBEHTPHUKYJSIPHBIM KaHAJIOM
YBEJIMUYUIIACK; a cerous 6oiee 90% ocraroTcs
)KUBBI TIOCNIE JecsaTH JeT xu3Hu [9,11].
OCHOBHBIMH TIPUYMHAMH JTOTO  SIBISOTCS
COBEPLICHCTBOBAHUE XUPYPIUUECKOU
TEXHUKHU, TIOCIICONEPANNOHHOTO BEICHHUS U
IXOKapaAHOTpadUIecKOi BU3yaTH3aIliu.

3AKJIIOYEHHUE
BpesynpTaTenpoBeIeHHOIOMCCIEA0BaHUS
BBISIBJICHBI: paHHsS MpeHaTaibHas

JMArHOCTHKA OOIIEro aTpuOBEHTPUKYIISIPHOTO
KaHalla yBEJIWYWIach, OBUIO OOHAPYKEHO
3HAYUTEIBHOE YBEIINYCHUE CllydaeB
npepbiBaHmsi OEPEMEHHOCTH B PAHHEM CPOKeE,
PaHHAA JUArHOCTHKA aTPUOBCHTPUKYJIAPHOTO
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KaHaja Jaja BO3MOXKHOCTH J[00OCIIEIOBATH
OCpeMEHHYI0O M B CIy4asxX C CepbE3HBIM
NPOTHO30M  JUIi  JKM3HH  CBOEBPEMEHHO
npepBaTh OEpPEeMEHHOCTh, 3a CUET paHHEH
JMAarHOCTHKH OOIIIEr0 aTPHOBEHTPUKYIISIPHOTO
KaHaja OepeMeHHbBIC JIOTIOTHATETTEHO
HAMpaBSUTUCh HAa KAPHOTUIIMPOBAHHWE H B
OOJIBIIIMHCTBE CIIy4asix ObUIM BBISABICHBI XA,
YTO MPUBEJIO K CHIKEHUIO Ha 22% poKJIeHHe
Jeren ¢ cuHaApoMoM JlayHa.
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AKTYAJIBHOCTb NPOBJIEM IPEHATAJIBHOU JTUATHOCTUKH
BPOXJIEHHBIX IIOPOKOB CEPALA IIJIOJA

A.X. Myxamenuna, /[.B.Cyxopykosa, P.Y. babynamiBuiu
KI'TI ma ITXB «O6nactHas KIHHAYECKas OOILHHUIIA

KT'TI na I[TXB «lomuknunnka Nely
r.Kaparanna, PecniyOnuka Kaszaxcran

AHHOTAIIUSA. B cratbe onuckiBaercsi BbisiBisiemocts BIIC mnona mpu mpoBeneHun
MIPEHATAFHOTO YJIbTPa3BYKOBOTO CKpuHWMHTa B KaparanmuHckod o6nactd, Kak mpoOiema,
3aTparuBarollas HE TOJIBKO MEAMIIMHCKHME, HO U COLMAJIbHBIE acleKThl. BbIcTpoeHa paHrosas
CTPYKTypa BBISBJICHHBIX IMOPOKOB CEpALlA B 3aBUCUMOCTH OT HO30JOTHYECKOW CTPYKTYpBHI.
[IpuBonsATCs pe3ysbTaThl CPAaBHUTENBHOIO aHalIM3a IMPEPBAHHBIX OEPEMEHHOCTEW IO MPUUYMHE
BIIC muona 3a mepuon ¢ 2018 nmo 2021 roxael. Yka3aH mo rogam yIENIbHBIM BEC M NPUYHUHBI
MiazneHdeckoit cmeptHoctu oT BIIC. Onpenenensl OCHOBHBIE HANIPaBJIEHUS B PELIEHUH TPOOIEM
NpeHaTanbHOU yiabTpa3BykoBoi nuarnoctuku BIIC mona no KaparanauHckoit oGmacT.

Kniroueswvie cnosa: InpeHaTaibHasd YJbTPa3BYKOBasA JHAIrHOCTHUKA, BPOXKIACHHBIC IIOPOKU
cepaua, BhIABIISICMOCTL, POXKAACMOCTb, CMCPTHOCTDL OT BIIC.

TYWIHAEME. IIITEIT FBAJIAHBIH TYA FBITKEH JXYPEK AKAVYJIAPBIH
[NPEHATAJIbABI JUATHOCTUKAJIAY ITPOBJIEMAJIAPBIHBIH O3EKTIUIT'T. Myxamenuna
A.X., Cyxopykosa /[.B., babynamBunu P.YU. «O06mbIcThIK KTHHUKATHIK aypyxana» [TDKK KMK,
«Nel emxanay IIDKK KMK, Kaparaunasr k., Kazakcran PecryOimkacsr.

Makasana Kaparanapl 001bICHIHIA TPEHATATBABI YIBTPAABIOBICTHIK CKPUHHHT KYPT13y KE31H1e
ypbIKThIH KT A aHBIKTaTybl MEAUIIMHAJIBIK FAHA €MEC, COHBIMEH KaTap SJIeyMETTIK aclieKTiiepre /e
acep eTeTiH Macele peTiHAe cunarrairad. Ho30m0rusblK KypbulbIMFa OaliIaHbICThl aHBIKTAJIFaH
KYPEK aKayJIapbIHBIH JOPEXKETIK KYpbUIbIMbI Kypblaabl. 2018 sxpimman 2021 >kpurFa JaewiHTi
ke3en/e imreri 0amanbiH JKTA ceb6e0iHeH Y31ITeH KYKTUTIKTI CATBICTRIPMATbI Tajay HOTHKEIepl
kenripineni. Kaparanabr 00bichk OoiibiHIIa imTeri 6amanbiy K TA npeHatanb sl yabTpaablObICTHIK
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JIMAarHOCTUKACHI IPOOJIeMaIapblH IIEIIy/IiH HeTi3ri OaFbITTaphl aHBIKTAIIBI.

Tyitin ce30ep. npeHaTaIbAbl YIbTPAABIOBICTHIK AMATHOCTHKA, KYPEKTIH Tya OITKEH aKaybl,
aHbIKTay, TYYy Ko3pduuuenti, JKTA Gonran emiMKITIMALTIK.

SUMMARY. THE RELEVANCE OF THE PROBLEMS OF PRENATAL DIAGNOSIS OF
CONGENITAL HEART DEFECTS OF THE FETUS, A.H. Mukhamedshina, D.V.Sukhorukova,
R.Ch. Babunashvili, KGP at the Regional Clinical Hospital and KGP at the Polyclinic No. 1 in
Karaganda, Republic of Kazakhstan.

The article describes the detectability of fetal CHD during prenatal ultrasound screening in
the Karaganda region as a problem affecting not only medical, but also social aspects. The rank
structure of the detected heart defects is built depending on the nosological structure. The results of
a comparative analysis of aborted pregnancies due to fetal CHD for the period from 2018 to 2021
are presented. The specific weight and causes of infant mortality from CHD are indicated by year.
The main directions in solving the problems of prenatal ultrasound diagnostics of fetal CHD in the
Karaganda region are determined.

Keywords. prenatal ultrasound diagnostics, congenital heart defects, detectability, fertility,

mortality from CHD.

BBEJEHUE

Bpoxxnennsle nopoku passutus (BIIP)
ABJISIOTCS OJHON U3 OCHOBHBIX IPUYUH T'HOEH
JeTel Ha TepBOM TOAY >KM3HH, 3aHMMAas
2-e MeCTO B CTPYKType MIIaJIeHYeCKOn
cmeptHocTH. Cpenu HHMX Haubosiee YacTo
BCTPEUAIOTCS BPOXKICHHBIE TOPOKH CcepAla
(BIIC) [1]. Yacrora Bctpeuaemoctu BIIC
Cpellu KUBOPOKJIEHHBIX, IO TAHHBIM Pa3HbIX
aBTOpOB, cocrasuser or 0,7 go 13 wa 1000
HOBOpOXIeHHbIX. B 40% cmoyuaes BIIC
ABJIAIOTCS MPUYMHON NEpUHATANIbHBIX MOTEPh
u B 60% — npuurHON cMepTeil Ha TEPBOM IOy
Ku3HM [2,3,4].

BIIC B mocnennue roabl 3aHUMAIOT JIAIH-
pylolliie TO3UIMHM IO PacHpOCTPAHEHHOCTH
B CPaBHEHHUH C JIPYTMMH MMOPOKAMU Pa3BUTHUS
y nereil. Kpome Toro, mporso3upyercs Aajib-
HEWIINK POCT PACHPOCTPAHEHHOCTH TaKHX
nopoxoB. [loaTomy, B mpouecce HaOmOAEHUSA
3a OepeMEeHHOH, OYEeHb BAXKHO, KaK MOXHO
paHbllle BBIIBUTH OTKJIOHEHHUS B pPa3BUTUU
I10a U MPEeAOCTaBUTh POAUTENSIM Oy IyIIero
pebeHka HamOojee MOJIHYI0 HH(OpMaIHIo O
NEPCIIEKTUBAX €ro Pa3BUTHS.

HGOCHOpI/IMO, 4qTo OIITUMAJIbHBIMHU
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CpOKaMu OEpeMEHHOCTH ISl HCCIIECIOBaHUS
cepauna mioga sBisitores 20 - 22 Hexmenu,
OTHAKO  OONIBIIMHCTBO  JICTAIBHBIX U
KIIMHUYECKH 3HAYUMBIX IOPOKOB Cepla
MOTYT OBITh JHArHOCTUPOBAaHBI B KOHIE |
TpuMmecTpa OepeMeHHOCTH [3].

B cBa3m ¢ dyeM, 0coOym 3HAYMMOCTh
npuoOpeTaeT mMpeHaTallbHAs JIHArHOCTHKA,
KOTOpasi TIO3BOJISICT BBISIBJIATH Pa3IHYHBIC
MOPOKH  Pa3BUTHS B  paHHUE  CPOKH
OEpeMEHHOCTH M JAeT BO3MOXHOCTh MPUHSTH
pallMOHAJIBHOE  pPELIEHWE O JajbHEWIIen
TaKTHKE BEJICHUs OepeMeHHoCTH [5].

3D/4D ynmbTpa3ByKOBOE HCCIIEIOBAHUE
(Y3U) Ha coBpeMEHHOM AJTame XOpOLIO H3-
BecTHO. He BhI3BIBaE€T COMHEHMSI TOT ()AKT, UTO
3TOT METOJ OTKPHIBAET HOBBIC BO3MOXKHOCTH
WCCJICIOBAHUS B aKyIIEPCTBE M TMHEKOJIOTHH,
0co0eHHO npu 00cie0BaHuu 1104 [6].

MATEPUAJI U METO/IbI
[enbro HACTOSIIIETO HUCCIIEIOBaHUS
sSBUJach  omeHkKa  BbiBisieMoctn  BIIC
IJI0/Ia TpPU TPOBEACHUH YJIBTPA3BYKOBBIX
CKPUHUHIOB, OIleHKa MIpEPHIBAHUM,
pPOXKIaeMoCTu U cMepTHOCTH 110 npuuuHe BIIC
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no Kaparanaunckoit obnactu 3a nepuos 2018-
2021 roxgr. ITpoBenen ananms 3 PeKTUBHOCTH
MIPEHATAFHOTO YIIBTPAa3BYKOBOTO CKPUHHMHTA
BIIC mnnojma ¢ MCHOJB30BaHHUEM apXMBHBIX
CTaTUCTHYECKUX JAHHBIX 3a HM3y4YaeMbIi
nepro . CpaBHUTENBbHBIN aHAIIN3 BBISIBICHHBIX
MTOPOKOB MIPOBOJTUIICS OTHOCHUTEIIEHO
HO30JOTMYECKHX " KOJIMYECTBEHHBIX
xapakTepucTuk. Onpenessiicss yAeIbHbI Bec
M3y4JaeMbIX Mokaszaresei o rogam. O6padorka
JAHHBIX TPOBOJMJIACH C HCIOJIH30BAHUEM
CTaTUCTHYECKUX IporpamMm Microsoft.

PE3YJIBTATBI U OBCYXIEHUE
3a u3yyaemblii NEpUOJA Ha SKCIEPTHOM
YpPOBHE TPEHATAJIbHOIO CKPUHHUHIrA OBLIO
BBISIBJIEHO U mnoxarBepxkzaeno 1200 BIIP
wioaa, u3 Hux B 2018 roxy — 304 nopoka, yto
coctaBmiio 25,3%, coorBerctBenno, B 2019
roxy —227—18,9%, 82020 roxy —283 —23,6%,
B 2021 rony — 386 — 32,2%. Ha Gonee Huskue
MOKAa3aTeIH BbISBISIEMOCTH MOPOKOB B 2019-
2020 roapl cKazajach DIMAEMUOJIOTHYECKast
CUTyallds Kak B CTpaHe, Tak U B 00JacTH,

CBfA3aHHAsI ¢ KOBUJIHOW nH(pekuuen (puc. 1).
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Pucynok 1. KonuuectBo BbisBiIeHHbIX BIIP mioga Ha mpeHaTtaqibHOM YIbTPa3ByKOBOM
ckpununre o Kaparannunackoit oomactu (2018- 2021 rr.)

[IpakTruecku 1o BCEM rojaam,
JOMUHUPYIOILYI0 ~ 4YacTb  Cpeiud  BCeX
BBIBJIICHHBIX IIOPOKOB cocraBisiror  BIIP
CHUCTEMBI KpoBOOOpaleHus - 252 ciry4dasi, 4To B
cpennem coctaBuio 21%. B pa3zpese rogoBbix
UHTEPBAJIOB 3TOT IIOKa3aTellb COCTABWII: B
2018 rogy — 59 (19,4%), B 2019 rony — 36
(15,8%), B 2020 rony — 51 (18,0%) u B 2021
roxy — 106 (27,5%).

B HO30JIOTUYECKOM IJIaHe 1o
BBISIBIIIEMOCTH Ha | mecte CTOSAT IedeKThI
MexoKeny1oukoBoi neperopoaku  (JAMXKII)
— 46,0% - 116 cnyuaeB. Ilo nuteparypHbIM
JAHHBIM YacTOTa BCTPEYAEMOCTHU JAHHOTO
[IOpOKa SIBJISIETCS JOCTATOYHO BBICOKOM -
3-4:1000. AMIXKII compspkeH € BBICOKUM
PUCKOM  XpPOMOCOMHBIX  aHOMaluil B
[IPpEHATaJbHOM II€PUOJI€ W HU3KHM Mmocie
poxnenuss [3]. Ha II wmecte Haxoasarcs

IIOPOKH, CBSI3aHHBIE C JIETOYHOM apTepUen —
CTEHO30M U aTpe3uel, SBISIIOIIMECs JOBOJIbHO
PEeIKUMHU TIOPOKAaMH B IIPEHATAIILHOM MIEPUOJIe
U BeTpeuaroluecss B 6-9% cioyuyaeB oT Bcex
BIIC B wneonatanmbHoMm mepuoae [3]. B
HalleM cllydyae CTEHO3 JIETOYHOM aprepuu
BcTpeuasicss B 5,1%, arpe3us JjieroyHoi
aprepun — B 1,2% OT Bcex BBISBIECHHBIX
BIIC mnoma. OOummii apTepuanbHbI CTBOJI
(OAC) zansn III mecto B crpyktype BIIC —
15 cmydaes, uro coctaBuiio 6% ot Bcex BIIC.
[IpenaranpHas yJapTpa3ByKOBasi AMAarHOCTHKA
OAC Bo3moOxHa yxe ¢ KoHIa I Tpumecrtpa
o6epemennoctu. Hepenko y miogos ¢ OAC B
paHHHE CPOKU OOHAPY’KMBAETCS pacIIUpEHUE
BOpOTHUKOBOro mnpoctpanctBa. Ilpu OAC
OTMEYAETCSl BBICOKHHA PHCK XPOMOCOMHBIX
anomanui - 20-30% [3].

W3 BpOXIEHHBIX aHOMAJIMNW KPYIIHBIX
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aprepuii  HEOOXOIMMO OTMETUTh IOPOKH
aopThl, BCTpevarommecs B 5,6% oOT Bcex
BoisiBIeHHbIX BIIC (IV  mectro). W3 Hux
yAETBHBIA BEC KOAPKTALUU aOpThI - 66,7% (8
ClIly4aeB), CTEHO3a U aTpe3uu aopThl 1o 25,0%
(6 cityyaeB). AHAJIOTMYHOE MECTO B CTPYKTYpE
BBISIBIICHHBIX ~ IIOPOKOB  3aHMMaeT  KJIAcc
«/lpyrue BpOXICHHbIE aHOMAJIUU KPYITHBIX
aptepuit» - 14 ciyuaes, 4To cocTaBisieT 5,6%.
Ha V wmecre - rumonnacTuyecKkuid CHHAPOM
neBbix otaenoB cepauna (I'CJIOC), necmotps
Ha TO, YTO 3TO OTHOCHTEIHHO PEAKHI MOPOK,
yaenbHbIM Bec ero cocraBuia 4,3% (11 cmy-
gaeB). [Iporno3 mpu I'CJIOC Hebnarompust-
HBIH, OTMEYAIOTCS OCTATOYHO BBICOKHE IIe-
puHaranbHble notepu. Terpaga damno (TD)
BBISIBIISUIACH B § CIIydasix, YTO COOTBETCTBYET
3,2% - VI mecro. T® mpexacraBnser coOoi

CJIOKHBIM TOPOK, BKJIFOYAIOIIMN HECKOJIBKO
CEepJEYHbIX  aHOMAIMW:  cyOaopTajabHBIN
JIMXTI, JIEKCTPOIIO3ULINIO a0PTHI,
OOCTPYKIIMIO BBIXOJHOTO OTJENa JIETOYHOM
apTepUH U TUNIEPTPODHUIO TPABOTO KETYJ0UKA.
Yacrora Bcrpewaemoctu Td - 7-9% or
Bcex BIIC. Puck XpomMOCOMHBIX aHOMalHii
JIOCTaTOYHO BBICOKMH M MOXET JOCTUIaTh
20%. [3]. KomObunupoBanusie mopoku (2,4%),
anomanus DOmreitHa (2,0%), TpaHCIO3UIIUS
MarucTpaibHbIX cocynoB (2,0%), enuHbli
xermynodek (1,2%), iedex T MexKIpeIcepTHOM
neperopoaku (0,8%), medekTs mpencepaHo-
KEITyTOIKOBOM MePETOPOIKU (0,8%)
3aHMMAIOT COOTBETCTBEHHO ¢ VII o X kiaccel
B HO30JIOTMYECKON CTPYKTYpE€ BBISBICHHBIX
MMOPOKOB Pa3BUTHS 111012 (PUCYHOK 2).

O aMIKIT

B Crenos/atpe3us JIA
0O0AC

OIlopoku a0pThI
BI'CJIOC

OTerpaga Payio

B KoMOMHMPOBAHHBIC IOPOKH
O Anomajust 0mreiina
BTMC

B Equnblii xexyaouex
O aMIII

O AITKIT

BJIpouue

Pucynok 2. YV nenbablii Bec BoisiBieHHbIX BIIC moga Ha npeHaTalibHOM yJIbTPa3ByKOBOM
CKpUHHUHTE B 3aBUCUMOCTH OT HO30j0rui (2018- 2021 rT.)

N3 BesBienHsix 1200 mopokoB 450
ObLIO TpepBaHO, yTO coctaBmio 37,5%. U3
BbIsiBNIeHHBIX 252 BIIC mnona — npepBano 39,
410 cocTaBmio 15,5%. Haubonbmumii yaensHblit
Bec u3 npepBanHbIX BIIC cocrasmsror [JMXKII
- 20,5% (8 cmyuaes), 17,9% - I'CJIOC, uro
COOTBETCTBYeT 7 ciy4asm, 4 cinyuas (10,2%)
— CTEHO3 JIErOYHOM apTepuu, mo 3 ciydas
(7,7%) — oOwmmuit apTepuanbHBIl CTBON U
€UHBIN JKETyJI04eK, Mo 2 ciydas — aTpe3us
aopthl, Terpaga Pamno, aHoManus Yis - 1o
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5,1% u no 1 ciyuaro (2,5%) npepBaHbl Takue
MOpPOKU, Kak Koapkrauus aopthl, JIDKII,
JAMIIII, anomanust DOmTeliHa U JApYTHE.
JlocTaTouHO HU3KUN MPOLEHT MpPepbIBAHUMN
ciydaeB Oepemennocteit ¢ BIIC mmona

00BsICHSIETCS pelieHneM POQUITBHBIX
CHEIHAIMCTOB (KapIMOXUPYProB) Ha
MYJIbTUAUCIUILTUHAPHON MpeHaTaIbHON
KOMUCCUH B TOJb3y MPOJIOHTUPOBAHUS

OonbLIMHCTBA ci1y4aeB OepemenHocTei ¢ BIIC
II0Ja C LEIbI0 OKa3aHUs KOPPUTHUpyeMOU
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XUPYPIU4ECKOU IOMOLIH.

3a 4-x nerHuid mnepuon poauiucs 781
pebenok ¢ BIIP, u3 nux ¢ BIIC ponunocs 340
neTer, uto coctaBuio 43,5%. YaeabHbIH Bec
MJTAJICHYECKOW CMEPTHOCTH OT BPOXKICHHBIX
MOpOKOB pa3BuTus coctaBui 18,4%, uytO
cootBercTByeT 144  cayuyasm. JlaHHBIN
nokazares 1o BIIC cooTBeTCTBEHHO cocTaBuUII
—52,1% - 75 ciy4aeB OT Bcex yMEpIIUX JeTel
c BIIP.

PaccmarpuBast mokasaTens MiIaJeHYECKOM
cmeptHocTH oT BIIC mo romam, HEOOXOAMMO
orMetuth — ecinu B 2018 romy naHHBIN
nmokasareinb Obul Ha ypoBHe 36,0%, TO K
2019 roxy o yBenmuwmics Ooiee, ueM B 2
paza u cocraBui 73,6%. 3a mocnenHue 2
roja M3y4yaeMoro Iepuoja MJIaJeHuYecKas
cmeptHocTh oT BIIC mpeBbicuna  50-tu
MIPOLIEHTHBIN pyOex u cocraBuia B 2020 roxy
—56,8% u B 2021 rogy — 51,1%.

B HO30510rM4ecKOM IUTaHE OCHOBHBIMH
NpUYMHAMH  MJIQJIGHYECKOH  CMEPTHOCTH
or BIIC mnocnyxunum Takue NOpPOKH Kak:
koMOuHMpoBanHbd BIIC — 27,8%, BIIC,
Bxojsmuii B coctaB MBIIP — 15,3%, JIMXII
— 9,7%, Terpana damno — 6,9%, enwHbIH
KEIyI0YeK, TPAHCIIO3UINSI MaruCTPaTIbHBIX
COCYJIOB,HEI0CTaTOYHOCTH TPUKYCITHIATTBHOTO
KjanaHa — 1o 5,6%, oOumwmii apTepHaIbHbIN
ctBoi, JIMIIII, xoapkrauus aoptsl — 110 4,2%
U Jpyrue TOPOKH, YJNENbHBIH BEC KOTOPBIX
cocTaBisi1 MmeHee 1,5%.

3AK/IIOYEHUE

Broiasngemocts BIIC mnmmopa octaercs
noctaTouyHo HU3KOH (21%) mpu mpoBeneHUH
MPEHATAIBHOTO YIBTPa3BYKOBOTO
CKpUHHUHTA 1O MEIAUIIMHCKUM OpTaHU3aIUsIM
Kaparanaunckoii oomactu. [1o BeIsBIIsSIEMOCTH
Ha nepBbix Mectax crosaT JIMXKII, mopoku
JIETOYHOW apTepuu, OOIMH apTepuaIbHBIN
CTBOJI, TIOPOKH QOPTHI, THUIOIIACTHYCCKUI
CHUHJpPOM JIeBBIX OTJEIOB cepima, Terpana
damro, KaKk CaMOCTOATEIbHBIE IMOPOKU WU
BXOJSAIINE B COCTaB KOMOWMHHPOBAHHBIX
nopokoB, B cocraB MBIIP, B Toxe Bpems,
SIBIISTFOIIMX CST OCHOBHOM MPUYUHON

MiageHueckoit cmeptaoctu ot BIIC.
HecMoTpss  Ha  cOBepLICHCTBOBAaHME
JUArHOCTUYCCKUX MCTOAUWK, YJIydIIAarOIIUX
TCXHUKY BU3yaJin3aluu, YBCIIMYCHUC
KBaJII/I(l)I/IKaIII/II/I CriequajancToB
YABTPA3BYKOBOM  JIMATHOCTHKH, HECMOTPS
Ha IIMpPOKOe ucnoiap3oBaHue Y3U g
HpeHaTaJIbHOﬁ AUArHOCTUKHU  BPOXICHHBIX

[IOPOKOB,  BBIABISIEMOCTh HMX  OCTaBISET
JKelnaTh  JydlmuM. Tak, yIeIbHBIM  BeC
BoisiBisiemoctd  BIIC  mpu  mpoBenenun

MNPCHATAJIbHOTO YJIBTPA3BYKOBOI'O CKPHWHHWHIA
no Kaparanauuckoil obnactu 3a M3ydaemblit
nepuoji coctaBwil B cpeaHeM 27,6%, T.e.

SIBIIICTCA  JIOCTaTOYHO HHU3KMM H  4YeM
OOBSICHSIETCS, KaK BBICOKAs POXKIAEMOCTD
mereti ¢ BIIC, HEBBISIBICHHBIX  Ha

npeHaraabHOM ypoBHE - 43,5% ot olmero
yucna poxaeHHbix ¢ BIIP, tak u BbIcOKas
MJTaJIeHYECKasi CMEPTHOCTB — O0JIee MTOJIOBHHBI
ciaydaeB obuieit cmeptHocTtu ot BITP.

JI71s1 TIOBBINIEHUST KadyecTBa IMPOBOIUMBIX
YIABTPa3BYKOBBIX HCCIe0BaHUMH, u
COOTBETCTBEHHO, CHIDKCHHUS  TOKa3aTeliel
3a00JIEBAEMOCTH, WHBaJUIHOCTH u
MiageHdeckoit cmeptHoctu ot BIIC, B
nenom nmo  KaparammumHckodt — obOnacTw,
HEOOXOAUM PsiJi KOMIUIEKCHBIX MEPOTPUSITUH,
BKJIIOUAIOIMI 3aMEHY CTaporo M IOCTaBKY
HOBOTO COBPEMEHHOT0, AKCIIEPTHOTO
YpPOBHS O0OpyAOBaHUs, [UJIsi TMPOBEICHUS
MpeHaTANbHBIX  MCCIEOBAHUN, a TakKke
o0ydeHHe CHEIHAINCTOB  YJIbTPa3ByKOBOM
JIMarHOCTUKHU B BBICOKOCTIEIIMATU3UPOBAHHBIX
HAy4YHO-TIPAKTUYECKUX  YUPEKICHUSX, Kak
Pecny6nuku Kazaxcran, Tak U Ha TEpPUTOPUSIX
OMIKHETO W JANbHEro  3apyoOexbs, ¢
00s13aTeNbHBIM TIOJyYeHHeM  cepTtudukara
MEXyHApOAHOTO 3HAYEHUS 10 MTpeHaTaAIbHOU
YIABTPa3ByKOBOW  auarHoctuke. [lpuyyath
MOJIOJIBIX CIIEUATTMCTOB K KOMaHAHOU padboTe
BO IJIaB€ C HACTaBHUKOM, TaK Kak, Bpauu
MpeHaTaIbHOM JIMarHOCTHKU  BCTPEYAIOTCSA
C  TPYOHOCTSIMH  TOYHOTO  ONpEAeNeHUs
CTPYKTYPHI CEPACUHBIX MTOPOKOB, YTO CBSI3aHO
¢ OounbmIoi BapuaOenbHOCTBIO KapAHaIbHOMN
aHoMalnuu y IuloAoB. I[IpoBoauTh LiEneBbIE
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COCTOSHHUE '’EHETHYECKOI'O CKPUHUHT A IIO CEMEMACKOMY
PETHOHY BOCTOYHO-KA3AXCTAHCKOM OBJIACTH 3A 2020-2022I'T

b.E. Cansik6exoBa, M.H.A6ynkapumoBa
«enTp oxpansl mnoaa» Ha 6aze KI'TI na IIXB «O6nacTHOl nepuHaTaIbHBIN LEHTP»
Ynpasnenus 3apaBooxpaHeHust Abaiickoit oonactu, r. Cemeit, Pecmyonuku Kazaxcran.

AHHOTAIIUA. B craThe npuBeieHbI MATEPHUAIIBI O PE3YJIbTATAX MPOBEICHUS PEHATAILHOTO
CKpUHHMHIA ChIBOPOTOUYHBIX MAapKEpOB M YJIbTPa3BYKOBOI'O CKpHMHMHIra OepemeHHbIX. IIpoBeneH
aHaJIU3 IPUYMH POXKICHUS IETEH ¢ XPOMOCOMHOM MaTOJIOTHUEH.

Knioueevie cnosa. npeHatalibHas JTUATHOCTHKA, MAaTEPUHCKHE CHIBOPOTOUYHBIE MApKEPHI,
yIbTPa3BYKOBask JIMAarHOCTHKA, XPOMOCOMHAsi aHOMAaJlMs, BPOXKIEHHBIE MOPOKHU pa3BUTHS,
MHBA3UBHbIE TPOLIETYPHI.

TYWIHJEME. IIBIFbIC KABAKCTAH OBJIBICBIHBIH, CEMEM ©HIPI BOMBIHIIIA
2020-2022 XK. TEHETHUKAJIBIK CKPMHMHITIH MXAW-KYWI. Cazgsix6exosa b.E,
AOnynkapumoBa M.H. AGaii o0Onbicel JleHcaynslK cakTay OackapMachIHBIH «OOIBICTHIK
nepuHaTanablik opransiFbly KK KMK 6azaceinna «imreri 6amansl Kopray», Cemeit Kamachl,
Kazakcran Pecnybmukachl.

Makamana Cappicy MapKepJepiHiH TpeHaTalnbJbl CKPUHHHTI MEH KYKTI OHeNJepIiH
YIBTPAIBIOBICTHIK CKPUHUHTIHIH HOTIDKEIIEP] Typasibl MaTeprasaap KeNTipiareH. XpoMOCOMAITBIK
MaTOJIOTHACKHI Oap OanangapIbIiH TYy ceOenTepiHe Talaay Kacasibl.
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Tyitin ce30ep. ipeHaTaNbIbl TUATHOCTHKA, aHAIBIK CAPBICY MapKepiepi, yIbTPaablObICTHIK
JTMArHOCTUKA, XPOMOCOMAJIBIK aHOMAJTUsI, Tya OITKEH aKayliap, MHBAa3HMBTI MPOLICAypaiap.

SUMMARY. THE STATE OF GENETIC SCREENING IN THE SEMEY REGION OF THE
EAST KAZAKHSTAN REGION for 2020-2022. B.E. Sadykbekova, M.N. Abdulkarimova, «Fetal
Protection Center» on the basis of the KGP at the Regional Perinatal Center of the Health Depart-
ment of the Abai region, Semey city, Republic of Kazakhstan.

The article presents materials on the results of prenatal screening of serum markers and ultra-
sound screening of pregnant women. The analysis of the causes of the birth of children with chro-

mosomal pathology was carried out.

Keywords: prenatal diagnostics, maternal serum markers, ultrasound diagnostics, chromosom-
al abnormality, congenital malformations, invasive procedures.

BBEJIEHUE

I'maBHOM 3amauen [IpeHaTaIbHOU
JIMAarHOCTHUKH SIBJISIETCS €r0 MPOo(UIaKkTHUECKast
HaNpaBICHHOCTb. 3HAYUMOCTb IPEHATaIbHON
JIMarHOCTUKH XPOMOCOMHBIX  3a00JI€BaHUI
OYEBHUJIHA, TaK KaK pOXxJaeHUe peOeHka
C XpoMocoMHbIMU abeppauusamu  (XA),
HE  JIMarHOCTUPOBAaHHBIMU  IPEHATaJbHO,
CO3/IaeT ICUXO3MOIMOHAIIBHBIE MPOOJIEMBI
u COIIPOBOKIAETCS COLIMAJIbHO-
SKOHOMHUYECKUMHU TOTEPSIMU B CEMbE U
o01ecTse.

[IpenaranpHas JIMarHOCTHKA
XPOMOCOMHBIX 3a00JI€BaHUH, 3TO KOMILIEKC
JMAarHOCTHYECKUX MEpPONPUATHIHA,
HamNpaBJICHHBIX HAa BBIBICHUE IOPOKOB
pa3BuUTHs y IUIOJA, BKJIOYaeT B ceds
[pPEHATaIbHbIA  TeHETUYECKUH  CKPUHUHT,
KOTOpBIH  HPOBOJUTCS B MOIYJSALUHU
HU3KOTO TIEHETHYECKOI0 pHUCKa U IeJb
KOTOPOI'O — BBIIBUTh TOBBILICHHBIM PHCK
PEIPaCHOI0KEHHOCTU UCCIIEYEMOr0o
wiofa K HauboJjiee 4acTo BCTpevarollencs
TeHETUYECKOM [aToJIOTUH, BKJIIOYAET
yJIBTPa3ByKOBOE HCCIIeIOBaHHUE
u UCCIIeI0BaHHE OMOXHMHUYECKUX
MapKepoB B CBHIBOPOTKE  MAaTEpPHUHCKOMN
KPOBM M IPEHATAJIbHOE LUTOTCHETHYECKOE
UCClIeZIOBaHUE, KOTOPOE MPEACTABISAET COOOM
JMAarHOCTUKY  KOHKPETHBIX  TI'€HETHYECKUX
CHUHJIPOMOB IO TECTHPOBAHUIO 00pa3lOB
TKaHEeH IUI0/I0BOTO POMCXOXKACHUS,
MOJYYEHHbIX B  pe3yjbTaTe HWHBa3UBHBIX

JAUATrHOCTUYCCKUX IIPOLCAYP.

MATEPHUAJ U METOJbI

JlaHHBIE TOMOBBIX OTYETOB MEIHUKO-
reHeTuueckoro orneixenus 3a 2020-2022rr.

Ha 2022 r. B CemelcKkoM peruoHe
Bocrouno-Ka3zaxcranckoir obmacti umeercs
1 yupexIeHue MEANKO-TeHETUYECKOTO
npoduis, KOTOpoe pacmojaraercs Ha 0aze
KI'TI na ITXB «llepuHaTanbHbIii LIEHTP» T.
Cewmeld.

B cBOEH NEITEILHOCTH MEINKO-
reHeTUYecKass  ClIyx0a  pyKOBOJCTBYETCA
npukazamu Ne704 «O06 yrBepkaenuu [IpaBwr
opranuzanuu ckpuHuHra»y u NeKP JICM-92
«O0 yTBepXKIEHUHU CTaHAapTa OpraHu3aluu
OKa3aHUs aKyIIePCKO-THHEKOJIOTHYECKOI
nomortnu B Peciybnuke Kazaxcrany.

Jlns pacdera pucka poxkIeHHs peOeHKa
C XpOMOCOMHOM aHOMaJIMEHd C Y4YeTOM
BO3pacTa MaTepH, JaHHbIX aHamHe3a, Y3U
U KOHIEHTPAllMM CBIBOPOTOYHOTO Oenka
B | TpuMecTpe HUCHOIB3yeTCs MporpamMma
«LifeCycle» (xommanuu Perkin Elmer). 3a
nepuon ¢ 2020 o 2022 rr. mpoBeaeHo 25545
UCCIIEIOBAaHUM MaTEpPUHCKUX CHIBOPOTOUHBIX
MmapkepoB. K rpymme 0epeMeHHBIX BBICOKOTO
pUCKa pOXIEHUs JeTed C XPOMOCOMHOI
MaTOJIOTUEH  OTHOCWIM  TAalMEHTOK TpH
pucke Oonee yem 1 nHa 150. XKeHmwmubl U3
Ipynnbl BBICOKOTO PHCKA HAMpaBJsUIUCh Ha
KOHCYJBTAI[MI0 Bpada-reHeTHKa B MEIHKO-
regetndeckoe otaeienue Ha 0Oasze KI'TI Ha
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[IXB «Ilepunaranbusiii neHTp» r. Cemeil.

3a ykazannbiii iepuon ¢ 2020 mo 2022 r.
MEIUKO-TEHETUYECKOe  KOHCYJIBTHPOBAaHUE
npoBeeHO 3993 OGepeMEHHBIM >KEHIIMHAM
U3 TPYyNIbl BBICOKOTO pHcKa. [lokazaHusMH
JUI  TIPOBENEHHSI KOHCYJNbTAI[MM TEHETHKa
SBIISIIOTCS:  aHaMHE3, BO3PaCT, HM3MEHEHUS
KOHIIEHTPALMH MAaTEPUHCKUX CHIBOPOTOYHBIX
MapKepoB, a TAKXKE YIbTPa3ByKOBBIE MAPKEPHI
XPOMOCOMHOM NaTOJIOTUH Y TUIOJA.

Menuko-reHeTH4eckoe OTAEJIeHHe Ha
6aze KI'TI na IIXB «IlepuHatanpHblii LEHTP

r. Cewmeit» pacronaraeT HEOOXOIUMBIMH
TEXHUYCCKUMU u OpraHnu3allMOHHBIMUA
BO3MOXHOCTAMUAU JJIA HpeHaTaHBHOﬁ

JUArHOoCTUKH IIJI0OJa B LECIIX MHMCKIOYCHUA
XPOMOCOMHOM MaTOJIOTUU. [l MCKIIOYEHHe
XPOMOCOMHOM aHOMAJIUU Y IIO/A, TPOBOJIUTCS
AMHHOLIEHTE3.

PE3YJIBTATHI U OBCYXJIEHUE

HeobOxonumocts B IIPOBEJICHUU
IIPEHATAIbHOW WHBAa3MBHOM [UAarHOCTUKHU I10
BO3pacty ObuTa onpenenena as 1629 (40,7%)
KeHIuHbI, 1545 (38,6%) GepemMeHHBIX HoIma-
JH B TPYIITY BBICOKOTO PUCKA MO pe3ysibTaram
NPEHATaJIbHOTO OMOXMMHUYECKOTO CKPUHHHTA
1 819 XKEHIUH B CBSI3U C U3MEHEHMSIMU IIpU
YABTPAa3BYKOBOM CKPHHHHTOBOM HCCJIEIOBA-
HUM. M3 4nciaa MONMyYMBIIMX KOHCYJBTAIHIO
TeHeTHKa OepeMEeHHBIX, MPOBEJICHAa MHBA3WB-
Has TpeHaTralbHas auarHoctuka 231 >keH-
IIMHE, OCTajJbHbIE OEpeMEeHHBIE, C YYETOM
BO3MOXHOCTH TOOPOBOJILHOTO 00CII€I0BAHUS,
OTKA3aJIUCh OT MPOBEACHUS TPOLEIYPHI.
BoisiBnena xpomocomHas mnartojorus y 28
OepeMeHHOW, 3(PPEKTUBHOCTh WHBA3HUBHOU
MpeHaTaJIbHOU AMarHOCTUKH cocTaBmia 12,1%
OepeMeHHOCTh ObuIa IpepBaHa y 27 JKEHIIMH,
| OKeHIIMHA OTKa3ajach OT NpPepHIBAHUS
O6epemennoctu. IIpu mpoBeleHMH aHAIHM3a
BBISIBIICHHOH MTATOJIOTUH Y TIIIOJIOB, TOKA3aTEIH
obL1M crenyromue: y 11 (39,2%) xxenuus, npu
V3-uccnenoBanuu OBUIO OOHAPYKEHO YTOJ-
IIEHUE BOPOTHUKOBOTO MPOCTPAHCTBA B KOM-
OMHAIMK C BBICOKUM PHCKOM IO pe3yJbTaTam
MaTEepPUHCKUAX CHIBOPOTOYHBIX MapKepoB, W3-
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MEHEHHSI TOJIBKO B CHIBOPOTOYHBIX MapKepax
ObUTH OOHapykeHbl y 6 (21,4%) GepeMeHHBIX,
Tonbko Y3 - mapkepsl y 2 (7,1%) xeHuuH,
CBIBOPOTOYHBIE MAapKEPhl B COYETAHUHU C BO3-
pactom y 9 (32,1%). BospacT 6epemeHHBIX 37
net u crapuie - 14 (50%) xenmun. Couera-
HUE YIBTPa3BYKOBBIX MAapPKEPOB C BO3PACTHBIM
(hakToOpoM W/MIU C U3MEHEHHBIM OHMOXUMUYE-
CKUM CKPUHUHTOM CBIBOPOTOYHBIX MapKepOB
3HAUUTENIFHO MOBBIIIATN 3(PPEKTUBHOCTD HH-
BAa3WBHOM NPEHATAJIbHOW TUATHOCTUKH.

Bcero 3a 3 rona B CemeiickoM permoHe
poauiock 24 nereit ¢ cunapomoM Jlayna: 4 - B
2020r,9-82021 1. u 11 - B 2022 1. AHanu3
MoKasall, 9TO BO3pacT KEHIIMH 37 JIeT U cTap-
1€, Cper POOUBIIUX JIETeH C IMOCTHATAIBHO
YCTaHOBJICHHBIM CHHApOMOM JlayHa cocra-
Bun — 11 (45,8%), 7 (29,1%) sxeHIIMH BCTAIH
Ha yder nocie 14 Hemenb OepeMeHHOCTH, Y 3
(12,5%) >keHIIMH OTCYTCTBOBAIH dXOTpadude-
ckue Mapkepbl XA U OTKIIOHEHUS] B OMOXUMHU-
YECKUX IOKA3aTeNsiX, MOITOMY IMpeHaTallbHas
KOHCYJIbTallMsl T€HeTHKa He MpoBOAMIACh. B
13 (54,1%) cnyyaeB MMENUCH NpEHATAJIbHBIE
OMoOXUMHUYECKHE MapKephl XA.

3AKVIFOYEHHUE

VYenemnas — peanuzanus — MaccoBOIO
[IPEHATaJIbHOIO0 CKPUHUHIA BO3MOYKHA TOJIBKO
IpU  4YETKOW  OpraHu3alud  COBMECTHOM
paboThI TUHEKOJIOT OB, KaOHHETOB
[IPEHATaJbHOW JHMAarHOCTUKH, JIabopaTopHH,
OCYILIECTBIISIOLIEN OMOXUMHUYECKUI
CKPUHMHT, Bpau€l-reHETUKOB U CIIELIUATINCTOB
naboparopuii TMpPEeHATATbHOW JUATHOCTHKH.
JlanpHelnero pa3BUTHS 1 COBEPLICHCTBOBAHUS
TpeOyeT IUTOreHEeTHYECKasi COCTAaBIISIONIAS
CITyKObI IPEeHATAIBHOMN JUATHOCTHKH. B 11emsix
MOBBILIEHUS JUATHOCTUYECKUX BO3MOKHOCTEN
U Ul COKpAallleHUs CpPOKOB IOJIy4EHHS
pe3yJIbTaToB TE€HETUYECKUX aHaJIN30B
HE00XO0IMMO BHEIPATH B pabOTy J1abopaTtopuit
IIPEHATaJbHOW JUArHOCTHKU HOBBIE METO[IBI
UCCIIEI0OBaHUS.

Cobmronenune Cpoka IPOBEICHUS
OLICHKH TPEHATAJBHOTO pa3BUTHS IUIOJA C
UCIIOJIb30BAHUEM ABTOMaTU3UPOBAHHOTO



BECTHUK MEJMLIMHCKOI'O LEHTPA YITPABJIEHUA JEJAMUTIPE3UJEHTA PECITY BJIMKH KASAXCTAH, Ne3 (92),2023

pacuera WHIUBUIYATHHOTO pucka B.C. Ilpenamanvuas ouaznocmuxa
XPOMOCOMHOM MaTOJIOTHH TO3BOJISIET HACNIe0CMBEHHbIX U BPONCOCHHBIX OOe3Hell-
CBOEBPEMEHHO BBISIBUTH TPYIIY BBICOKOI'O Mocxkea, 2000.- 250 c.

pucka " IIPOBECTU HEOOXOTUMbIE 2. Cnauioepc P. JDK.M., Huxonatioec
JINAarHOCTHYECKHUE MEPOTIPHSITHSI JUIS K.X. Yiempa3zeykoevie mapkepvl XpOMOCOMHbBIX

YTOUHEHUS HArHO3a W JAJbHEUIIEH TaKTHUKU
BEJIEHUS MTAIUEHTKH.

Odehexmos nnooa/ nepesod c¢ amen. M.B.
Meoeeoesa, A.B. Muxatinosa, Mockea, 1997.-

546 c.
Jlumepamypa

1.  Aunamasan 2.K, bapanos

VJIK:618.33-007

IOOEKTUBHOCTDB ITIPEHATAJBHOI'O CKPUHUHI'A MEJIUKO-
TEHETUYECKOM CJYXBbI )KE3KA3TAHCKOI'O PETUOHA 3A
NATUWJIETHUM ONEPUOJI BPEMEHHU (C 2018 11O 2022 I'T.)

C.A. OcnanoBa, A.b. Cr13abIK0Ba
KI'TI na ITXB «O06nacthas mHOoronpoduiabHas 6oibpHULA T. YKe3Kka3rany,
r.XKe3kasran, PecnyOnuku Kazaxcran

AHHOTAIUA. IIpeHaranpHass CKPUHUHI — KOMIUIEKC MEpONPHATHI, HAIPABICHHBIA HA
BBISIBJICHUE 1ATOJIOTMH HA CTaIUU BHYTPUYTPOOHOT O pa3BUTHS. Y IbTPa3BYKOBOM M OMOXUMUYECKUI
CKPUHHUHT, SIBIIISICH JUArHOCTHMYECKM BaKHBIM, ITO3BOJISIET HA PAHHMX CPOKax IPEJOCTABUTH
OyAyIIUM POTUTEISIM HH(POPMAIIHIO O PUCKE POXKICHUS OOIBHOTO peOeHKA U, B KpaWHUX CITydasiX,
0 HEOOXOIMMOCTH IpepbIBaHus OepemenHocTH [1,2].

B craree ommcaHBl pe3ynbTaThl OMOXMMHYECKOTO CKpHHHMHTAa 3a mepuox 2018-2022
roasl. [IpoanamusupoBaHa >(PQPEKTHBHOCTh MPOBEACHUS WHBA3MBHBIX mpoueayp. Ilokazana
B HO30JIOTMYECKOM IUIAHE BBISABISEMOCTb BpPOXKJIECHHBIX IOPOKOB pa3Butua. OTMedeHa
HU3Kas BBIABIIIEMOCTh IIOPOKOB B PAHHMX CPOKax IO IIPUYMHE, CKOpPEE BCErO, HEIOCTATOYHOM
KBaJTM(HUKAIMHA ¥ KOMIIETEHTHOCTH Bpa4yell yIbTPa3ByKOBOM JHATHOCTHKH. 32 H3y4aeMbIi TIEPUO/]
ObLIM IPOaHAIM3UPOBAHBI IOKA3aTEHU IPEPBAHHBIX OEPEMEHHOCTEH M0 PELICHUIO TPEHATAILHOTO
KOHCHJINyMa, pOAUBIIMXCS U yMepux nerer ot BIIP. Pe3ynbrarsl uccnenoBanus noxkasany, 4To
OJTHOW M3 OCHOBHBIX NPHYUH POXKACHUS JIETeH ¢ cuHApOoMoM JlayHa, SBISIETCS] OTKa3 OEPEeMEHHBIX
OT MHBA3MBHOW MpeHaTanbHON auarnoctuku, 6onee 80% tsoxensix BITP [THC nmpepBano, B cBsi3u
C 4eM, CIy4aeB MJAaJCHYECKOM CMEPTHOCTH OT JAHHBIX ITOPOKOB HE BBIABICHO, B TOXKE BpEMH,
HU3Kas BeisABIsieMocTh BIIP opranoB nuieBapeHus ABIIsIETCS NPUYNHON BBICOKOW MJIAJIEHYECKON
cMepTHOCTH. B cBsizu ¢ atum, s Oonbiield 3(()EeKTUBHOCTH NPEHATATBbHOTO CKPUHHUHTA
HEO0OXOUMO: MPUBJICUYEHUE TEPCHEKTUBHBIX KaJpOB, MPUOOPETEHHE HOBOrO OOOpYI0BaHUS,
BHEJPEHUE HOBBIX METO/I0B UCCIIEJOBaHHM, 00yUYeHHE CIIEIIUAIUCTOB.

Knroueswie cnosa: npeHaTalbHbIA CKPUHUHT, BPOKICHHBIE TOPOKU PA3BUTHUS, OMOXMMHUYECKHHA
CKpUHUHT, YIbTPa3BYKOBOW CKPUHHUHT, BIsABIseMOCTh BIIP, npepBanHble MOPOKH, MIIaIeHYECKAst
CMEPTHOCTb.
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TYWIHAEME. JKE3KA3FAH  OHIPIHIH  MEJUIIMHAJIBIK-TEHETUKAJIBIK
KbIBMETIHIH BEC XbUIJIbIK YAKBIT KE3EHIH/IEI'T TIPEHATAJIJIBIK CKPUHUHI THIH,
TUIMJIUIITT (2018 XBUIJAH 2022 XBUIFA JIEWMIH). Ocnanosa C.A., CeimsikoBa A.B.
«Keskaszran kanacelHbIH OOIBICTHIK Kemcananbl aypyxaHacel»y KK KMK, XKeskasran k., Ka-
3aKcTaH PecnyOnukachl.

[IpenaTanpapl CKPUHUHT — OYJI JKaTBIPIMIUTIK JaMy CaTBICBIHAA MATOJOTHUSHBI aHBIKTAyFa
OaFpITTANIFaH MIapanap KeeHi. Y IbTPaIbIObICTHIK )KOHE OMOXUMUSIIBIK CKDUHUHT JHATHOCTHKAITBIK
MaHBI3/IBI 00JIa OTHIPHIN, OOJAIIAK aTa-aHajapra Oama Tyy Kayll KOHE TOTEHIIE Xaraaimapaa
KYKTLUTIKTI epTe Ke3eHAep/ie TOKTaTy KaKeTTUIIT Typajsl aknapar oepyre MyMKiHaik oepeni [ 1,2].

Makamnaga 2018-2022 >xpiigap apajbIFbIHIAAFBl OMOXMMUSUIBIK CKPHHUHT HOTIDKENEpi
cunarrtanrad. IHBa3UsIIBIK TpOLe Ay pajiap IbIH THIMALTITT Tajnaanasl. Ho3010rusambIK )kocapa tya
OITKeH akayJap/bl aHBIKTay MYMKIHJITr KepceTireH. Epre ke3eHnnepae akaynapabl aHbIKTayIbIH
TOMEH JICHIreill, €H albIMEH, YIbTPaIbIOBICTHIK JUATHOCTUKAJIBIK AdpirepiaepAiH OUTIKTiIIr MeH
KY3BIPETTIIITIHIH JKETKUTIKCI3AiriMeH OaianbICThl 001kl 3epTTey Ke3eHiHIe 013 MpeHaTalIbIK
KEHECTIH IMIEeMiMIMEH TOKTATBUIFAH XYKTUIIK KOPCETKIIITEpiH, Tya OITKeH akayiapAaH TyFaH
KOHE KaWThIC OoyFaH OayanapiblH KOPCETKIIITEepiHe Tanjgay KacalblK. 3epTTey HOTIKEeNepi
KepceTkeHeH, [layn cunapomsl Oap OanamapablH TYBUTYBIHBIH HETI3r1 ceOenTepiHiH Oipi KYKTi
olfenep/AiH MHBA3UBTI MPEHATANIBIK JTUATHOCTUKAIaH 0ac TapTybl, OPTAIBIK KYWKE JKYyHeciHiH
aybIp Tya OiTKeH akaynapbeIHbIH 80% -aH acTaMmbl Y3UIreH, COHABIKTAH, OCHI aKayJap/iaH HOpecTe
OIIIMIHIH JKarJaiIapbl aHBIKTAIFaH JKOK, COHBIMEH Oipre ac KOPBITY XXYHECiHIH Tya OITKeH
aKayJIapbIHBIH a3 00Tyl HOpECTe OTIMiHIH KOFapbl 0oybIHa ceden 60maabl. OchiFaH OailIaHbICTHI
NpeHaTaIb/Ibl CKPUHUHTTIH THIMAUIITIH apTTHIPY YIIH MEPCHEKTHBTI KaJapiapisl TapTy, jKaHa
Kypa-xKaOabpIKTap bl CaThIIN aly, )KaHa 3epTTey ICTEPiH €HTi3y, MaMaHIapAbl OKbITY KaKeT.

Tyitin co30ep: npeHaTaIb/Ibl CKPUHUHT, Tya OITKEH akayjap, OMOXUMUSIIBIK CKpUHHHT, Y /13
CKPHMHUHT1, Tya OITKEH aKayjapbl aHbIKTAY, Y3UIreH JlaMy akayJapbl, HOpPECTe oJiMi.

SUMMARY. THE EFFECTIVENESS OF PRENATAL SCREENING OF THE MEDICAL
AND GENETIC SERVICE OF THE ZHEZKAZGAN REGION OVER A FIVE-YEAR PERIOD
(FROM 2018 TO 2022). S.A. Ospanova, A.B. Syzdykova, Regional Multidisciplinary Hospital of
Zhezkazgany, Zhezkazgan, Republic of Kazakhstan.

Prenatal screening is a set of measures aimed at detecting pathology at the stage of intrauterine
development. Ultrasound and biochemical screening, being diagnostically important, makes it pos-
sible to provide future parents with information about the risk of giving birth to a sick child and, in
extreme cases, about the need for termination of pregnancy at an early stage [1,2].

The article describes the results of biochemical screening for the period 2018-2022. The effec-
tiveness of invasive procedures is analyzed. The detection of congenital malformations is shown in
nosological terms. Low detection of defects in the early stages was noted due, most likely, to insuf-
ficient qualifications and competence of ultrasound diagnostics doctors. During the study period,
the indicators of aborted pregnancies were analyzed by the decision of the prenatal consultation,
children born and died from HPV. The results of the study showed that one of the main reasons for
the birth of children with Down syndrome is the refusal of pregnant women from invasive prenatal
diagnosis, more than 80% of severe CNS CPR is interrupted, and therefore, no cases of infant mor-
tality from these defects have been identified, at the same time, low detection of digestive organs
CPR is the cause of high infant mortality. In this regard, for greater efficiency of prenatal screening,
it is necessary to attract promising personnel, purchase new equipment, introduce new research
methods, and train specialists.

Keywords: prenatal screening, congenital malformations, biochemical screening, ultrasound
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screening, detection of HPV, interrupted malformations, infant mortality.

BBEJEHUE
Pemaromas poJib B KOMILJIEKCE
MEpONIPHUITHI 1o npouIaKTUKe
HaCJIE€ACTBCHHBIX )51 BPOXIACHHBIX

3a00JIeBaHUN TMPUHAAJICKUT TPEHATAIBLHOM
muarsoctuke (I1/1) — pasgeny MeaumHCKOM
reHeTuku, Bo3HUKIIeMy B 80-x romax XX
BeKa Ha CThIKE KIMHUYECKUX JUCLUUIUIMH
(akymiepcTBa, THMHEKOJIOTHH, HEOHATOJOTHH)
1 (yHIaMEeHTalIbHbIX HayK (aTO(U3HOIO0THH,
OMOXUMHH, LUTOTEHETHKH, MOJEKYJIIpHON
OMOJIOTUH, TEHETUKH YesioBeka) [1].

[IpenaranbHas JIMAarHOCTHKA
HaCJIeJICTBEHHBIX 3a0o0sieBaHu u
M30JIMPOBAaHHBIX  BPOXKJIEHHBIX  TOPOKOB
pa3BUTHS cCTaja MOIIHBIM HHCTPYMEHTOM
COBPEMEHHOM  MEAMIIMHBI, IO3BOJIIOIIUM
CYILLIECTBEHHO CHU3UTh [IEpUHATAIbHBIE TIOTEPU
U YMEHBIIUTh YUCIO OOJIBHBIX C TSKEIBIMU
VHBaJIUIU3UPYIOIIUMHU 3a00JIEBaHUSIMH.
OpHako TakoH pe3yibTaT JOCTUTAETCS TOJIBKO
B TOM CJyyae, KOI/Ia CYIIECTBYET YETKO
OpraHM30BaHHas  CilIyX0a  IpeHaTaIbHOU
JUarHOCTHKH, B KOTOPOM OOBENIMHSAIOTCS
yCUIIUs MEIUIMHCKUX TE€HETHUKOB,
aKyIIep-THHEKOJIOTOB,  CIIELUAINCTOB IO
OMOXUMHUYECKOU 51 UTOT€HETHYECKON
1a00paTOPHOI IMAarHOCTUKE, YIIbTPa3ByKOBOM
JTUArHOCTUKE M IPYTUX CHeruainucTos [1, 2, 3,
4].

NmenHo cTaKkoi11ep10 ObliIaopraHu30BaHa
B 1997 romy  MeIUKO-T€HETHYecKas
cayk6a JKe3ka3raHCKOro permoHa Ha 0Oasze
PernonanpHoit 00BbEeTUHEHHOMI JIETCKOM
O6onpHMIBI, ¢ 2012 roma ¢QyHKIMOHHMpYET
Ha ©Oaze ['opoackoro  mepUHATaIBLHOTO
LIEHTpa, B HACTOsIEEe BPEMsI - B COCTaBe
Ob6nacTHONW MHOTONPOPMIbHON OOJILHUIIBI.
Ha ocnoBanum mnpuxazoB IIpe3unmeHra
PK u Munucrtpa 3npaBooxpanenusi PK
MIPOM30IUIN PEOPTaHU3AllMOHHBIE W3MEHEHUS
u ¢ 8 wmons 2022 roma JKeskazraHCKHiA
pernon KaparannuHckoit 001acTH  HeceT
CaMOCTOSITENIBHBI ~ CTaTyC  YJBITAyCKOU

obnmacty, u cooTBercTBeHHO, MIK —
npeobpazoBano B LleHTp «Oxpanbl MI072»

(LO1) [5].

MATEPHUAJI U METOAbI
Hacrosiiiee uccienoBaHue  BBIIOJTHEHO
Ha PETPOCIIEKTUBHOM MaTepuae
entpa «Oxpansl 1ioga»  OO6macTHOU
MHOronpopuiIbHON O0nbHUIBI T.)Ke3ka3raH.
Ha  ocHOBaHuMM  apXMBHBIX  OTYETHBIX
JAHHBIX TPOBEACH aHaiu3 3PPEKTUBHOCTH

MPEHATATHPHOTO  CKPWHHHTA 33  TEPUOJ
2018-2022 romupI. CormacHo mpuKasawm,
peTIaMEHTUPYIOLLIUM MPEHATAIBHBIN

CKpUHHUHT B 3TH rofbl [6, 7, 8, 9], obcnenopa-
HUe OepeMEeHHBIX Ha | ypoBHE BKITIOYAIIO:

TpexkpaTtHOE YIIBTPa3BYKOBOE
HCCIIEIOBAHUE:
° ¢ 11 genens 0 qaeii o 13 Henens 6

JHENl 0epeMEHHOCTH IPU KOMYUKO-TEMEHHOM
pasmepe ot 45 MM 10 84 MM (OlEeHKa
KOITYMKO-TEMEHHOTO PACCTOSHUS M TOJIIHHBI
BOPOTHHUKOBOTO MIPOCTPAHCTBA TUIO/IA);

o c 19 nenens 0 aueii no 21 Henenu
0 nHelt GepeMeHHOCTH (BBISIBJIEHHE IOPOKOB
pa3sBUTHS W  OXOrpaUYecKux MapKepoB
XPOMOCOMHBIX 00JI€3HEN M10/1a);

o c 30 wmemenp 0 pgmeit mo 32
Henenu 6 nHell OepeMEHHOCTH (BBISBICHUE
MOPOKOB Pa3BUTHS C MO3AHUM IPOSBICHUEM,
(byHKIMOHATBHAS OIIEHKA COCTOSIHUS TUTOJIA).

2. UccnenoBanne ypoBHS OMOXUMUYECKUX
MapKepOB BPOXKICHHOM MATOIOTHH IIJI0/IA:

® IJJa3MEHHOTO ITPOTEHHA-A, CBSI3aHHOTO
coepemenHocThIO (PAPP-A) 1 B-cyobenunulisl
XopuoHHnyeckoro ronaaorponuHa (B-XI') Ha
cpoke 11-13 nenens 6 gHEl.

Konnentpamuto B-XI'Y u  PAPP-A
B MaTEpPUHCKON CBIBOPOTKE B I
TPUMECTpPE OIpeAesuIM Ha aHalIu3aTope
Delfia Wictor (Perkin Elmer, Wallac)
UMMYHO(DITI00PECHEHTHBIM METOJIOM c
paspenieHueM 10  BPEMEHHU.  3HauYeHUs
CBIBOPOTOYHBIX MapKepoB CUMTAIHN
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HOPMaJIbHBIMHU, €CJIM OHH HAaXOJWINCh B
npeaenax ot 0,5 mo 2,0 MoM.
VYabrpazBykoBble ucciaenoanus (Y3U)
BBITIONHSUTHCH Ha ammapatax Voluson S10,
Philips 5, ocHameHHBIX BCEeMH THUIIAMH
JIATYMKOB, HCIIOJIL3YIOIIUXCS B aKyIIEPCKUX
uccieoBaHmsIX. Bo Bcex ciyyasx U3Mepsiu

konmuuko-temeHHoe paccrosHue (KTP) wu
TOJILIUHY  BOPOTHUKOBOTO  IPOCTPAHCTBA
(TBII). Bce wu3MepeHuss INPOBOIWINCH

COIJIACHO CYIIECTBYIOIINM PEKOMEHIAIIHSIM.

OKoOHYATEIbHBIN PacyeT PUCKa POXKICHHSI
pebeHKa ¢  XPOMOCOMHOW  MATOJOTHEH
NPOM3BOIMIIN B JIAOOPATOPUU MPEHATAIBHOTO
OMOXMMHUYECKOTO CKPHUHHHTA C IOMOIIBIO
amnmapaTHO-IMPOrPAMMHOTO KOMILIIEKCa
Life Cycle. Crenenp pucka XpOMOCOMHOM
NaTOJIOTUH OILIEHUBAIM KaK BBICOKYIO TPH
cootHomeHuu 1:150 u Huxe.

PE3YJIbTATBI U OBCYXKJIEHUE

3anepno2018-2022roapinonadopaTopun
MPEHATATHHOTO0 OMOXMMHYECKOTO CKPUHUHTA
npoeaeHo 13 993  wuccinenoBaHuii, 4TO
coctaBmwiio B cpenHem 86% ot o0mero
KOJIMYECTBA JKCHIIMH, BCTABIIMX HA y4YeT B
1-om TpumecTpe 6epemeHHOCTH. ['pyTina pucka
M0 BO3MOXHOM XPOMOCOMHOM MaTOJIOTUU
IUI0/1a 33 aHAJM3UPYEMBIH MEePHOJ COCTaBUIIA
B cpeanem ot 1,7 no 2,6%.

Ilo pe3yJibTaTamMm TeHETHYECKOTO
CKpUHHUHTA OBLIO HAMPABJICHO HA WHBA3UBHBIC
nporeaypsl 305 OepeMeHHBIX, U3 HHX
NpoBe/JeHAa WHBAa3WMBHAs mpoueaypa — 85
JKEeHIIIMHAaM, 4To coctaBuiao 28%. Bricokuii

I1o ropam

=2018 =2019 =2020 =2021 =2022

MPOLIEHT HE TPOBEJICHHBIX HWHBA3UBHBIX
POLIEAYp OOBSCHSIETCS 0TKa30M OepeMEHHBIX
KEHIIUH OT X IMPOBEACHUS, IO MPUYUHE
OOS3HM  BO3MOXHBIX  OCJOXHEHHH  OT
MPOLIEIYPHI.

B pesynbrare mnpoBeNEeHHBIX HWHBA3Uil
BCEro BBIABIEHO 12 ciay4yaeB XpOMOCOMHOM
maToJjioruy, yro cocrasmwio 14,1%, u3 Hux 8
ciyyasi - cuepom JlayHa u 4 ciydasi — CHHAPOM
OnBapaca.  Bcee  ciywam  XpomMocOMHOM
MATOJIOTUU OBUTH TPEPBaHBI HA OCHOBAHHH
pelieHus: IpeHaTaIbHOTO0 KOHCHIINYMa.

VoienbHBIM Bec BbISIBIEHHBIX Ha Y3U
BpPOKJEHHBIX MOpoKOoB pa3Butus (BIIP)
wioga mo rogam cocrasiser: B 2018 u 2019
rogax mo 54-20,9%, B 2020 romy — 3TOT
IOKa3aTellb cocTaBiieT 66 - 25,6%, B 2021
roay —54 16,7% u B 2022 romy — 41-15,9%,
YTO HATJISAHO BUIHO Ha pucyHke 1. Hambonee
BBICOKUI MOKAa3aTelb BBIABISIEMOCTH TTOPOKOB
ormeuaercss B 2020 romy, mpu TOM, UTO 3a
nocjieHue 2 roja HaMEeTWUIach TEHIEHIHUS
K CHHXEHHUIO JaHHOro mokasarens. Ilpu
paccMoTpenuu BbisBisiemoctd BIIP  mona
M0 TPUMECTPaM, BUIHO M3 pUCYyHKa 1, 4TO
HanOoJIee BRICOKAS BBISBIIIEMOCTh OTMEYACTCS
BO BTOpOM TpuMecTpe bepemenHocTr —47,1%.
[Tpu 5TOM, HEOOXOUMO OTMETHUTH, YTO TPEThS
YacTh BPOXKJICHHBIX TTOPOKOB BBISBISIETCA
B TPETbeM TpHUMecTpe OEepeMEHHOCTH, YTO
TOBOPUT O HHU3KOM BBISBISIEMOCTH TOPOKOB
B PpaHHUX CpOKax MO TpPHUYHUHE, CKOpEee
BCEro, HENOCTaTOYHOW KBaM(UKAUK U
KOMIIETEHTHOCTH BpAad€il  yJIbTPa3ByKOBOU
JTIMArHOCTUKH.

ITo TpumecTpam

= [ TpumecTp
= II tpumectp
= III Tpumectp

Pucynoxk 1. Y nensnsiii Bec BIIP mnona, Beisinennsix Ha Y3U 3a nepuona 2018-2022 roast, (%)
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Cpenu  BBISBJICHHBIX  IOPOKOB, IO
HO30JIOTHYECKOU CTPYKTYpe, Ha | MmecTe cTosT
BpoxAeHHbIe Topoku cepaua (BIIC ) mnoga —
62 (24,2%), na Il mecte ctosit BIIP nentpanb-
Hoil HepBHOU cuctemsl (LIHC) — 41 (15,9%),
Ha [II mecTe — MOPOKHU OPraHoOB NMUILEBAPEHUS
—27(10,6%), na IV mecte — BIIP xocTHO-MBI-

mevHou cucteMsl — 25 (9,8%), V mecto noje-
JTWIA MHOXXECTBEHHBIC BPOXKIECHHBIC TTOPOKHU
pa3BUTHS U TIOPOKU MOYCBBIJICIIUTEIHLHON CH-
crembl — 19 (7,5%), na VI mecre pacmienu-
HBI TYObI 1 HeOa ¥ KUCTO3HBIE TUTPOMBI — 17
(6,8%), na VII mecte npourie mOpoKH, COCTaB-
nsiro1ue B coBOKynmHocTH — 29(10,6% ) (puc2).

Mpou... ‘ ‘ ] 10,6
| | | 6,8
Pacm..: ‘ ] 6,8
| | ] 7,5
MBMP | ‘ ] 7,5
| | | 9,8
BNP... | ] 10,6
| | | 15,9
BNC | 242 ]
0 5 1‘0 26 25 30

Pucynok 2. VYnaenwuwiii Bec BIIP mona, BeisiBaeHHbIXx Ha Y3UM B 3aBUCHMOCTH OT
HO30JIOTUYECKOM CTPYKTYpBI, 3a iepuon 2018-2022 roxasl, (%)

Ha ©6aze MIK  ¢ynkumnonupyer
IIpeHATaJbHbIH KOHCHUJIMYM, B HacTosllee
Bpems B LIOIl — MynbTuaucHMIUIMHApHAS
IIpeHaTaabHast KOMHUCCHS], B COCTaB
KOTOpPOM BXOJAT Bpauu: aKyllep-THHEKOJIOr
(mpencenarens KOMUCCHH), TeHETHUK,
Bpau  YJbTPa3BYKOBOW  JIMArHOCTUKU U
npopwibHele  criendanucTel.  OCHOBHBIM

pelIeHUEM KOMUCCHUU SIBIISIETCS COXPaHEHHE
WIM  TpepbiBaHUE  OEPEeMEHHOCTH IO
MEJIMIMHCKUM  TIOKa3aHHUsIM CO  CTOPOHBI
IJI0/Ia W BBITEKAIOIMMU U3 TOCJIEIHErO
peuieHus, pekoMeHaanuu. Tak, 3a MocieaHue
5 ner koMmuccueil ObUIO BBIHECEHO PEIICHHE:
B 161 cnyuae (62,4%) mnpoIOHTHPOBAHUE
Ooepemennoctd U B 97 caywasx (37,6%) —
npepbiBaHre OEPEMEHHOCTH.

ITo HO30JIOTMYECKOU CTPYKTypeE
npepBaHHbIX OepeMenHocTel Ha | mecte BITP
ITHC — 33 (34%), Ha 2 MmecTe MHOKECTBEHHBIC

BpOKJEHHbIE TOpokH pa3zButuss MBIIP — 16
(16,5%), Ha 3 MecTe — KHUCTO3HBIE THTPOMBI
meu -15 (15,5%), na 4 mecte — KpUTHUECKUE
BIIC u xpomocomMHasi maToloarus IuioAa
mo 12 (12,4%), na 5 mecre — BIIP xocTHO-
MbleuHo cuctemol — 7 (7,2%), Ha 6 mecte
— BIIP nunessix ctpyktyp — 2 (2%).

3a nepuoa ¢ 2018 o 2022 rozbl poauiocs
nereit ¢ BIIP — 123, u3z nux B 2018 romy
— 23 pebenka, B 2019 — 17 gereii, B 2020 —
33 pebenka, B 2021 — 26 u B 2022 rony — 24
pebenka. Haumbonbliiee KOTUYECTBO JIETEH,
POXKICHHBIX C TOPOKAMHU, COCTABIISIFOT JIETH C
BIIC — 35,7% (44 peGenka), ¢ paciieInHaAMA
ryosinHe6a— 17,0% (21 pebeHok), c mopokamu
opranoB numeBapenust — 13,8% (17 nerei), ¢
xpoMocomHoi natosoruent — 8,1% (10 mereit)
u aereit ¢ nopokamu LUIHC u JJHT — 5 nerei,
yto coctaBmio 4,0%.

IIpu aHanuse [IPEHATAILHOIO

49



BECTHUK MEJUMILIMHCKOI'O LEHTPA YITPABJIEHUA JEJAMU IIPE3UJEHTA PECITYBJIMKN KASAXCTAH, Ne3 (92),2023

OMOXMMHUYECKOTO CKPHHHUHTAa OepeMEHHBIX,
POAUBILIKX AETEN ¢ XPOMOCOMHOM MAaTOJIOTHEN
(cungpom JlayHa) onHa B CKPUHHMHIE HE
ydyacTBOBaja TaK Kak II03JHO BcTaja Ha
yuaer. Illects Oepemennbix - (66,6%) BoILIH
B IPYyMNIy BBICOKOI'O PHUCKa 10 MAaTEpUHCKUM
CBIBOPOTOYHBIM MapKepaMm, OT IPeII0KEHHON
MHBA3MBHOM MpPEHATaJIbHONM  JUArHOCTUKHU
OepeMeHHBIE 0TKA3aIIUCh, Y TPEX OepeMEHHBIX
UTOTOBBIH  pe3yJabTaT IO  CUHAPOMY
JlayHa oxasancsi HH3KHM, XOTS YpPOBEHb
XopuoHuuyeckoro ronoaporponuHa (BXIY)
IpeBbILIA HOPMY.

3a mepuoxy 2018-2022 roael 1O
JKeskasranckomy perunony KaparanauuHckoi
obmactu (YnwiTayckoit obmactu) ymepno 10
JleTed, OCHOBHOM IPUYUHON CMEPTU KOTOPBIX
apunuck: BIIP opranos numesapenus 4,8%
(6), BIIC — 1,6% (2), MBIIP u BIIP kocTtHO-
MBIILIEYHOM CHCTEMBI — MO 1 ciy4aro, 4TO
coctasuiio o 0,8%.

3AKJIIOYEHUE
Taxum obpazom aHATU3UPYs
3 PEKTUBHOCTh NPEHATATHLHOTO CKPUHHHTA
MOXHO CZEJaTh CIIEeIYIOLIINE BBIBOIBL:

1. [Ipu gocrarouHo APPEKTHBHOM
OXBaTe OMOXUMHUYECKUM CKPUHUHTOM
(86%) orMmewaroTCSl  cilydyam — pOXKJIEHUS

JIeTel ¢ XPOMOCOMHOM MAaTOJOTHEHN, OJHOMU
U3 OCHOBHBIX MPUYUH POXKIACHHUS KOTOPHIX,
ABIIIETCS OTKa3 OEpEMEHHBIX OT MHBA3UBHOM
npeHaTtanbHOU quarHoctuku(UII).

2. BpIABIEMOCTh BPOXKIEHHBIX NMOPOKOB
pa3BUTHS LEHTPAJIbHON HEPBHOW CUCTEMBI OT-
paxaet 3(EeKTUBHOCTh MPEHATAIILHOTO CKPHU-
HUHra: yaenbHbiil Bec nopokoB [IHC cocras-
nseT 16% OT Bcero KoJaMuecTBa BBISBICHHBIX
MOPOKOB, M3 KOTOPHIX Oosnee 80% mpepBaHo.
PonguBmmxcst ¢ He TshxensiMu (popmamu BITP
HC - 4%. Ymepuiux HeT.

3. Huskas BeisiBisgemocts BIIP opranos
MULLEBAPEHUS SIBISETCS NMPUUYMHOM BBICOKOM
mitagenyeckoit cemepraoct (MC) — 5% ot 06-
niero konu4dectsa aereu ¢ BIIP.

4. HecMOTpst Ha MPOBOAUMYIO OOJBIIYIO
pabory corpyanukamu [lOIl, eme ocraercs
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JOCTAaTOYHOE  KOJIMYECTBO  HEPEIICHHBIX
BOTPOCOB,  TaKMX  Kak:  IPHUBIICUYCHUE
MEPCIEKTUBHBIX KAAPOB, IPHOOPETEHHE HOBOTO
00OpyI0BaHUs, BHEJIPEHHUE HOBBIX METOJIOB
UCCIICIOBaHMid, OOyYeHHE CIEHUATUCTOB W
JApyrue TpoOJIeMbl, KOTOpbIe HEO0OXOIMMO
paspemiatb COBMECTHO C  PYKOBOACTBOM
o0rmacTh W PeCImyONIMKH JUIsl  JTOCTHKEHUS
1eJIeH B YCIICIIIHOM 03/I0POBJICHUY HACEIICHHS
VY eITayckoi 001acTH.

Jlumepamypa
1. Ilpenamanvuas  Oouacnocmuxa
HACNeOCMBEHHbIX U 8PONCOEHHbIX Ooneznell /
1100 peo. D. K. Avinamaszana, B. C. bapanosa.
M.: ME]Inpecc-ungpopm, 2006. 415 c.

2. Axynenxo JI. B., 3onomyxuma T. B.,
Manyxun U. B. Jlopodosas npoguraxmuxa
eenemuyeckou  namonoauu  naoda.  M.:
I'D0TAP-Meoua, 2013. 292 c.

3. Axynenxko JI.B. Manyxun HU.B.,

Mauapaweunu b.K., Hopacumosa 3.0.
Ilpobnemvt  npenamanvHOU — OUASHOCMUKU
2eHemu4ecKkoll namoio2uu nrooa Ha

VpO8He JHCeHCKoU KoHcyrbmayuu. Jlewawui
epau.2015;(5):19.

4. Knunuueckas eenemuka: yyeOHUx /
H.I1.boukos, B.I1.11y3vipes, C.A.Cmupruxuna;
noo pedaxyueti H.I1.bouxosa.-M.,2018.-592c.

5. Ilpukaz Y3YO Ne «06 opeanuzayuu
Llenmpa «Oxpanwi nuiooa» u
MYTbMUOUCYUNTUHADHOU NpeHamanbHou
komuccuu Ha 6aze KI'TI na I1XB «Obnacmuas
MHO2ONpopunbHA bonbHUYa 2. /K e3Kazeany ».

6. Ilpuxaz Munucmpa 30pasooxpanenus
Pecnyonuxu Kazaxcman om 26 aseycma 2021
2o0a Ne KP JICM-92 «O 300pogve napooa u
cucmeme 30pagoOXpaAHEHUs .

7. Ilpukasz Munucmpa 30pasooxpaneHus
Pecnyonuxu Kazaxcman om 25 aseycma 2021
2o0a Ne KP JICM-91 «O snecenuu uzmeHnenuti
6 npuxkaz Munucmpa 30pasooxpanenus: Pecny-
onuxu Kazaxcman om 9 cenmsbps 2010 Ne
704 «O6 ymeepowcoenuu llpasun opeanuzayuu
CKPUHUH2AN .

8. Ilpuxasz Munucmpa3zopasooxpanenuss PK
om 9 okms6ps 2020 200a Ne KP JICM-122/2020
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«06 ymeepocoenuu Ilpasun nposedenus
UCKYCCMBEHH020 Npepvléanusi bepemeHHOCmU
U nepeuHs MEOUYUHCKUX U COYUATbHBIX
NOKA3aHUll, a MakKadce NPOMUBONOKA3aHuUll 0Jis
nposedeHUst  UCKYCCMBEHHO20 — Npepbléansl
bepemennocmuy.

9. Ilpuxaz Munucmpa 30pagooxpamneHus
Pecnyonuxu Kazaxcman om 21 uwona 2022
eooa Ne KP JICM-54 «0O6 ymeepacoenuu
Cmanoapma  opeanuzayuu  NpoOBeOeHUs:
NPEeHAManbHO20 YIbMpPAa38yK08020 CKPUHUHSA
6 Pecnybnuke Kazaxcmany.

YK: 618.33-007

INEPCIIEKTHUBA PAZBUTUA N ITYTU COBEPIHEHCTBOBAHUA
KAUYECTBA MEJUKO-TEHETHYECKOM MMOMOIIH ITPU
BPOXKJEHHBIX ITIOPOKOB PA3BUTHA U XPOMOCOMHOM
ITATOJIOT U

H.M. Cyiinnukosa, JI.K. Xakumosa,

A.A. MyranueBa, H.M. OpmanoBa,

A.Cynran

I'KII na I1XB «I'opoackoii nepuHaTaabHbIN HEHTP»
VYnpaBneHus 31paBOOXpaHEHUs,

r. [lIetmkenT, PecryOmmkn Kazaxcran

AHHOTAIUSA. MenuuuHckasi TeHETUKA CTaja OJHUM U3 PEryJIHPYEMbIX MYTEH CHIXKEHUS
MJIaICHYECKON CMEPTHOCTH, a TaKXke JTaeT roCyJapCTBY 3KOHOMHUYECKYIO BBITOAY, T.K. JICUCHUE,
nearornyeckas i coluanbHas TOMOIIb I€TSM — UHBAUAaM NOTPeOyeT BHBICOKMX SKOHOMHYECKUX
3arpar.

CoBepilIeHCTBOBaHHE MEIUKO-TEHETUYECKOW TMOMOILIM TpPU BPOXKICHHBIX TMOPOKaX U
XPOMOCOMHOM MAaTOJIOTHH, 3aKIIOYAIOIIAsAcCs B MPEHATAIbHOM JUArHOCTHKE HACJIEICTBEHHBIX
3a0oseBaHuii 1 n3oaupoBaHHbIX BIIP.

Knrouegnvie cnosa: BPOXKACHHBIC TMTOPOKU Pa3BUTHA, HpeHaTaHBHBIfI CKpPWHUHT,
Ppa3sBUTHA, IPpCHATAJIbHAA TWAarHOCTUKaA.

TYWUIHJAEME. TYABITKEH AKAYJIAP MEH XPOMOCOMAJIBIK ITATOJIOTUSIJAFBI
MEJINIMHAJIBIK-T'EHETUKAJIBIK KOMEKTIH JIAMY IIEPCIIEKTUBACBHI XOHE
CAITACBIH KAKCAPTY XOJIIAPEIL. CyiingukoBa H.M., Xakumona JI.K., MyranueBa A.A.,
OpmanoBa H.M.,
Cynran A. «Kanansik nepunaranablk opraisik»y [IDKK MKK, Jlencaynsik cakray GackapMachl,
[eivkeHT K., Kazakcran PecryOiukacsl.

MenuiHaIbIK FeHEeTHKA HOPECTE OJ1IMIH a3alTYIbIH PETTENETIH )KOJIapbIHBIH OipiHe allHaAI b,
COHBIMEH KaTap MEMJICKETKe SKOHOMUKAJBIK Mai/1a oKeJe i, OUTKeHI MyTeiek Oanamapabl eMey,
TMIe/IarOTMKAJIBIK JKOHE QJIEYMETTIK KOMEK JKOFaphl SKOHOMUKAJIBIK IIBIFBIHIAP/IBI KAXKET eTe/I.

TykpIM KyanaiTelH aypyjap MeH okuayinanfaH J{TA-Hbl nmpeHaTanbpl JUarHOCTHKAAAH
TYpaThIH Tya OITKEH aKayiap MEH XPOMOCOMAJIBIK MaTOJOTHSIAAFbl MEIUIIUHATIBIK-TE€HETHKAIIBIK
KOMEKTI RKETUIIIPY.

aHOMAaJInH
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Tyiiin ce30ep: namyjablH Tya OITKEH aKaybl, MPEHATabJbl CKPUHUHT, JaMy aKayJapel,

npeHaTajlabJbl JUArHOCTHKA.

SUMMARY. PROSPECTS OF DEVELOPMENT AND WAYS TO IMPROVE THE
QUALITY OF MEDICAL AND GENETIC CARE FOR CONGENITAL MALFORMATIONS
AND CHROMOSOMAL PATHOLOGY, N.M. Suindikova, L.K. Khakimova, A.A. Mutalicva,
N.M. Romanova, A.Sultan, GKP on the PCV «City Perinatal Center» of the Health Department,

Shymkent, Republic of Kazakhstan.

Medical genetics has become one of the regulated ways to reduce infant mortality, and also
provides the state with economic benefits, since treatment, pedagogical and social assistance to

disabled children will require high economic costs.

Improvement of medical and genetic care for congenital malformations and chromosomal pa-
thology, consisting in prenatal diagnosis of hereditary diseases and isolated HPV.

Keywords: congenital malformations, prenatal screening, developmental abnormalities, prena-

tal diagnosis.

BBEJIEHUE

B HaCTOSIIEE BpeMmsi npo0biema
BPOXKJICHHBIX TIOPOKOB PAa3BUTHS aKTyallbHA
BO MHOTHX OTpacisiax MeauuuHsl. [1o gaHHbIM
BO3, B Mmupe poxpaaercs 6onee 6- 7% nereit
¢ BIIP, neranpHOCTH Cpeau HOBOPOKICHHBIX
ot BIIP cocraBnser okono 30% (exeromaHo
ymuparot 10 270 ThIC. 1eTel B TOJ B BO3pacTe
no 28 mHew xu3HM). [IprueM yacrtoTa MXx 3a
MOCJIEAHUE TOJIbl CYLIECTBEHHO YBEIMUYMIIACH.
Oxomo 10% 3avyatmii B  4YeEIOBEUYECKOM
NOMYJISALIUA CONPOBOXKAAIOTCA BPOXKIECHHBIMU
aHOMAJIUSIMU pa3BUTHUs oaa [1].

[TpubnuzuTenbHO 0,5% Clly4acB
3THOJIOTHYECKHU MPE/ICTABJICHBI
XPOMOCOMHBIMH  3200JICBaHUSMH, 0,7%
COCTaBJISAET MOJIEKYJIIpHAs MaTOJIOTHS,
1,8% HacCJE/ICTBEHHbBIC IOJIMTCHHEBIC
3a001€eBaHus U OKoOJIO 7% HaclencTBEHHAs
MPEPacIonoKeHHOCTb. 3auacrylo,
YCTaHOBUTH TOUHBIE IPUYUHBI ObIBACT TPYAHO.

OcHoBHbIMU TpuunHamu pocta BIIP y
HOBOPOXKJICHHBIX SIBJISIFOTCS:COL- YKOHOMUYE-
ckue (haKTOpbl, OTATOIICHHBIN aKyIIepCKU
aHaMHE3, YXYALICHUE SKOJIOTUHU, BpEIHbIC
MPUBBIYKU U PO ECCHOHATBHBIC BPEIHOCTH,
NEPEHECEHHbIE BUPYCHBbIE U OakTepuaabHbIC
WH(DEKIMY, TO3AHsISA TpeHaTalbHAs JTUarHo-
ctuka. OcoOeHHOCTH OOIIEr0 U aKylIepCKOro
aHaMHe3a, a TaK)Ke TEeUeHUs OepeMEHHOCTHU
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OTIPE/ICTISIOT XapaKkTep BHYTPUYTPOOHOTO pas-
BUTHUS TUIONIA U BUJ (POPMHUPOBAHUS MTOPOKOB
(BpeMs MaToJIOrHueCcKOro BO3ACHCTBHS).

[Topokn  pa3BUTHS  Yalie  SIBISIOTCS
NMPUYMHOW  JUIMTEIIbHOW  WHBAJWIU3AIINH,
4YTO OKa3bIBAET 3HAYUTEIbHYIO
MICUXO0AMOLIMOHAIIbHY IO HarpysKy Ha
OTHAECIBHBIX JIIOJEH, HX CEMbH, CHCTEMBI

3/IpaBOOXPAHEHHUS U OOIIECTBO B IIEJIOM.

Hekotopsie BPOJKJICHHBIE MOPOKH
pa3BUTHUS MOJKHO peIynpexIaTh.
OCHOBHBIMH ~ DJIEMEHTaMH  TPO(UIAKTHKA
SBIISIIOTCS, B YaCTHOCTH,  BaKIMHAIIMA,
aJICKBaTHOE MOoTpeOsieHne (GOIMEBOM KUCIOTHI
WJIU HOa TIOCPEICTBOM 00OTaIIEHHUSI OCHOBHBIX
MPOAYKTOB MHUTaHUA WO  oOecredyeHus
MMIIEBBIX J00aBOK, a TaKKe HaIexalas
JOpOAOBas TOMOIITb.

[Ipu 95TOM, HMEIOTCA pEe3epBBI  JIA
CHW)KEHUSI  JICTAJbHOCTH  HOBOPOXICHHBIX
C JaHHOW TMaToJIOTHEH IMyTeM BHEApPEHUs
OpraHU3aIMOHHBIX MEPOTIPUSITHI.
HssectHO, uTOo 40-50% nereil ¢ aHOMaJIHUSIMHU
pa3BUTUS MOXET OBITh COXpaHEHa >KU3Hb
IPU  CBOGBPEMCHHOW  JIMarHOCTHKE W
XUPYPrU4eCKOH KOPPEKIHU BPOKIECHHOTO
nedekra y 1ioja 1 HOBOPOKIEHHOTO peOeHKa
B MEPBBIC YAChI )KU3HU [2].

Lenb HCCIEI0BAHUS nyTH
COBEPIIICHCTBOBAHUS MpeHaTaIbHOM
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JAUAarHOCTUKU BPOKACHHBIX ITOPOKOB Pa3BUTUA

mIoga C 1eJbl0 [OBBIIIEHHS KadecTBa
MEIUIIMHCKOU TOMOIIIH.
MATEPUAJI N METO/bI

B ropone HIeivkenT ¢ 27 ssuBapst 2014 rona
OpraHU30BaHa CIIy>k0a METUKO-T€HETHUECKOM
KOHCYJIbTallui B ['0poJICKOM NEepUHATAIBLHOM
LIEHTpE.

B xomanzae mpeHaTanbHOW JHMArHOCTHKH
pabGorator 7 Bpaueil ¢ cepruduUKaTaMu
MEJUIMHCKOTO TeHeTHKa, 4 - Bpada IO
IIpeHaTaabHOW Y3 NHarHocTuke, 2 - Bpada o
CHEIHAIIBHOCTH «AKYIIEpCTBO U T'MHEKOJIO-
Tus» U «YIbTpa3ByKoBasi JUarHOCTHKA» MPO-
meqmux o0ydeHne MO NpeHaTaJbHBIM HHBA-
3UBHBIM MeTOAaM, 4 - cHeluaJIn3upOBaHHBIX
cnenuanucTel  jgabopatopun  (2- 1o
[IPEHATaJIbHOMY U HEOHATaJIbHOMY CKPUHUHTY,
2 — IUTOTCHETHUKE).

Hamu ObLIO0 MIPOaHATU3UPOBAHBI
MEJUIMHCKUE KapThl >KEHIIUH, IPOIIEIIINE
CKPUHHHIOBOE OOCJIE€I0BAaHUE B OTICJIECHUU
MEJIMKO-TEHETUUECKOIO  KOHCYJIbTHUPOBAHMUS
uentpa oxpansl mioaa ['TII 3a 2020-2021-
2022 roppi.

PE3YJIbTATHBI U OBCYXJIEHUNE

PaboTa oTaeneHus METUKO-T€HETHIECKOTO
KOHCYJIbTUPOBaHUS OCYLIECTBIISIETCS
Ha OCHOBaHWUU IIpukasa Munucrtpa
3npaBooxpanenus PecryOmuku Kazaxcran ot
9 cents6ps 2010 roma Ne 704, ¢ u3MeHeHUEM
cormacHo mnpukaza M3 PK or 25 asrycra
2021 roma Ne KP JACM-91. IlpenaranbHblii
CKPUHHMHI HampaBj€H Ha pPaHEE BBISIBICHUE
U JMAarHOCTUKY XPOMOCOMHOM HAaTOJIOTMH
U BPOXACHHBIE TMOPOKH pa3BUTHUA  IUIOAA
JUI TPEeIyNpexaeHUs PpOXKIEHUs JeTed ¢
TSOKETIBIMU JICTATbHBIMHU, HE TTOAIAI0IMIMMUCS

JEYEHUI0O U  KOPPEKIHH TIE€HEeTHYECKUMHU
XPOMOCOMHBIMHU U aHATOMUYECKHUE
HapyUIEHUSIMH.

CormacHo  fAeHCTByIOLIEMY  IIpHUKa3y

MCPOIIPUATHA NPCHATAJIBHOI'O CKPHHHUHIA Ha
BTOpPOM 3Talc BKJIFOYAIOT:
® MCECIOJUKO-TCHCTHUYCCKOC

KOHCYJbTUPOBaHHE OCpPEMEHHBIX JKEHIIMH
IPYNIIBI  «PUCKA» TIO0 POXKIACHUIO JAeTei
C BpO)K[[eHHBIMI/I 158 HaCJICACTBCHHbBIMU
3a00JIeBaHUSIMU;

e [pOBEJCHUE TIOITBEPK IAIOIIIETO

YJIBTPa3ByKOBOI'O MCCIIEJOBAHMSI SKCIIEPTHOTO
KJ1acca ¥ (WJIM) KOHCUJIMYMOM Bpayueil, He MEHee
TpeX IO CIEUUATbHOCTH «YIIbTPa3ByKOBas
JIMarHOCTHKAY;

e anamm3 MCM a1 KOMOMHUPOBAHHOTO
TeCTa MEePBOIr0 TPUMECTPA;

e nposenenue UIIJ[ mo nokazanusim;

® [pOBEACHUE LIUTOT€HETHUYECKOTO,
MOJIEKYJISIPHO-ITATOTEHETUYECKOTO0 U (WIIH)
MOJIEKYJISIPHO-T€HETUYECKOTO  MCCIIE0BAHUS
IUI0ZI0BOTO MaTepuaia;

® IIPOBEJICHUE [IPEHATAIBHOTO
KOHCHJINYMa;

® 3alOJJHEHUE YYETHBIX M OTYETHBIX
dopm.

Ha BrOpoM »dTane  mpeHaTaJbHOIO
CKpUHHMHIAa  Bpad [0  CHELHUAJIBHOCTH
«MenuuMHCKass TEHETUKA» pelaeT BONPOC
IIPOBEJCHUS  IIPEHATaJIbHOIO  KOHCWIMyMa

mo 21 wemenmu 6 gHEW OEpeMEHHOCTH C
00s3aTeNIbHBIM ~ y4acTHeM  3aMeCTHUTENs
PYKOBOJUTENS MEAULMHCKOW OpraHu3aluu
U POJOBCIIOMOKEHHUIO, Bpaya TI'€HETHKa,
Bpaya aKkyllepa-rMHEKOoJIora, HEOHaTaJIbHOI'o
XHpypra ICHUX0JIOra M JPYyTuX MpOQHIBHBIX
CHEIMAJINCTOB B 3aBUCHMOCTH BBISBIIEHHON
[IATOJIOTUHIO.

[IpeHaTanpHBIl KOHCWJIMYM IPOBOJMTCS
UL Bepu(UKAUMU TeHETUYECKOTO JUarHo3a
BHYTPUYTPOOHOTO IUIOAQ; onpeeeHus
IIPOrHO3a 3J0pOBbS M JKHU3HM IUIOJA H
HOBOPOKIEHHOI'O; IIPEIOCTABIICHUS
UHPOpPMALIUM CEMbE O  CYIIECTBYIOIIUX
COBPEMEHHBIX METO/IaxX JICYEHUS U KOPPEKLIUHU
BIIP ¢ omenkoi uX MOCIeACTBUM, BO3MOKHBIX
BapUaHTOB MEIUIMHCKOTO BMEIIATEIbCTBA,
UX  TOCHencTBUH #U  3PPEKTUBHOCTH;
OIpe/eNICHUs] TAKTUKHU JlaJbHEUIIEro BeAeHUs
OepeMEeHHOCTH: HEOOXOJAUMOCTh TPOBEICHHS
NI/l v (unm) HampaBiieHWs] Ha TPETUM ITarl
IIPEHATaJIbHOTO0 CKPUHMHIA; ornpeeeHus
CpOKa, METOJIa U YPOBHS POJOPA3PEIICHNUS.

53



BECTHUK MEJUMILIMHCKOI'O LEHTPA YITPABJIEHUA JEJAMU IIPE3UJEHTA PECITYBJIMKN KASAXCTAH, Ne3 (92),2023

C 2016 roma BBeleHa WHBAa3UBHAA
NpeHaTagbHasl TUArHOCTHKA XOPUOHOUOTICHSI,
IUIALIEHTOLIEHTE3, KapUOTUTIUPOBAHUE
nepudeprudeckoii  KpOBH,  HEOHATATHHBIN
CKpUHUHI  HOBOpOXIEHHbIX, ¢ 2022

roja AMHHOLICHTE3 METOA0M OUIII.
[Ipoananu3upoBaHHbIE MEIULIMHCKHE KapThl
ObUTH pa3JielieHbl Ha CIEAYIONUE TPYIIIbI
HaOmoeHus (Tabmumal).

Tabauua 1. Pacnipenenenue XeHIMH 1O TpyNnaM HaOJIIOICHUS

Pe3yabTaTUBHBIN NPU3HAK

Yucio KeHIH Yell.

KoncynsTupoBanHbie 21266 27460 26556
OepeMeHHBIe

OO0111e€ KOJIMYECTBO 49273 81013 66660
OepeMeHHBIX Ha Y3 110 T.IIIbIMKeHT

Bcero BIIP BeisiBnenusie Ha Y3U 648/1,3 % 825/1 % 910/1,3 %
BIIP HecoBMECTHMBIE C KU3HBIO 142/21,9 % | 153/18.,5 % 149/16,3 %
BBIsIBJICHHBIE Ha Y3U

Janee HamMu ObIJIO U3y4YeHO yacToTa u cTpykTypa BIIP mo rogam

(pucyHok 1).

Yacrora u crpykrypa BIIP o roxam.
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Pucynoxk 1. Yactora u ctpykrypa BIIP o rogam
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3areM MBI poaHanu3upoBaiu cTpykTypy BIIP mioma mo mokanmsamnuu (Tabmuma 2).

Tab6uamnuna 2. Pesynsrarsl Y3U no nokanuzauuu BIIP mnona

JAuarno3 BIIP OO011ee KOJIHYECTBO N3 HuX MepTBOPOXKIECHHBIX | YMepuiue
(mo cucremam (0-6 cyTok)
OpPraHoB )
2020r 2021r 2022r 2020r 2021r | 2022r 2020r 2021r
BIIP ITHC 11-8,8% | 17-83% | 17-8,2% | 2-100% 1-100 % 2-10,5%
Wz vux JHT: 10-90,9% | 12-70,5% | 5-29,4% | 2-100%
AmndHnedannun 2-20% 2-100%
CHMHHOMO3TOBas 6-60% | 11-91,6% 5-100%
TPBIKU
UepenHnomo3roBas 1-10%
TphIKa
THIpoIeaTis 1-9% | 2-11,7% | 4-23,5% 1-100%
T'onomnpo3annedanus 1-8,3%
Kucra 1-5,8 %
peTporepedpaibHast
Arenesus 2-11,7% | 7-41,1%
MO30JIUCTOTO Teja
Paxuommmsuc 1-10%
BIIP cepaua u 24-19,3% | 48-23,6% | 54-26,2% 6-40% | 6-31,5%
COCyJI0B
BIIP XKKT 14-11,2% | 24-11,8% | 16-7,7% 2-13,3% | 1-5,2%
BIIP opranos 3-2,4% 2-0,9% 3-1,4% 1-6,6% | 1-5,2%
JTBIXQHUS
BIIP modenonoBoit 1-0,8% 5-2,4% | 19-9,2%
CHUCTEMBI
BIIP koctHO- cy- 18-14,5% | 28-13,7% | 32-15,5% 3-20% | 2-10,5%
CTaBHOHM CHCTEMBI
Ano¢ransmus 1-0,4%
BIIP cmyxa 7-5,6% 5-2,4% 4-1,9%
MBIIP 5-4% | 14-6,8% 8-3,8% 3-100% 3-20% | 7-36,8%
XpomMocoMHbIe 19-15,3% | 27-13,3% | 26-12,6%
Oose3Hu
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Tabauua 3. - Pactipenenenue xeHumud no BIIP HecoBMecTHMBIE ¢ KU3HBIO

Ne Pe3yabTaTHBHBIH NPU3HAK Yuci10 JKeHIMH YeJl.
n/n
1 |Bcero BIIP BreigBiennbie Ha Y3  |648/1,3% | 825/1% 910/1,3%
2 | BIIP HecoBMeCTHUMBIE C JKU3HBIO 142-219% |1 5 3 -1149-16,3%
18,5%
3 |3 Hux mnpepBaHHblx OepemenHoctu |125/88% |139/90,8% | 130/87,2%
BIIP HecoBMECTUMBIE C )KU3HBIO

Tabauua 4. Uuaukatopsl poriecca u pe3yabTaTa IpeHaTaIbHOTo CKpruHUHTA 32 2021-
2022 rr

_ HuauxaTopnl npouecca
Y nenbHBIH Bec OepeMEHHBIX

OxBar 6€peM€HHLIX JKCHIIHMH, MPpOIICAIINX Oxsar 6epeMeHHHX

N OxBaT OepeMEHHBIX
JKCHIIUH KOMOWHUPOBAHHBIH PKCHIIHMH )KCHII)III/IH
nepruon KOMOWHUPOBAHHBIM TCHETUYCCKUI CKPUHHIHT TpeHaTaILHEIM
YIIBTPa3BYKOBBIM
TCHETUYCCKUM MIEPBOTO TPUMECTPA, YIbTPasByKOBbIM
CKPHHHHTOM CKPUHHUHTOM IIEPBOTO
CKPHHHHTOM IIEPBOTO  IOMABIINX B TPYIITY PUCKA TpuMecTpa
TpHUMeECTpa o cunpomam JlayHa, 1-2-3rpumectp
OnBapaca, Ilaray u Tepuepa
A 1 2 3 4
2021r 87,4% 3,4% 81,5% 87,4 %
2022r
85.9% 2,7% 82,7% 89,5%
HNnankaropsl pe3yjbTaTa
DddexTuBHOCTH
MPEHATAILHOTO
D¢ddexTuBHOCTH VY nenbHbIA Bec Ouorcuit CKpUHHUHTA Ha
WHBA3UBHOU BOPCHUH XOPHOHA CPEIU Beer JIeTaJbHBIC OPdexrusrocts
TICpHOA . P P . P o OMOXHUMHUYCCKOTO
MpPEeHATAILHOU MPOBEICHHON MHBAa3UBHOMN BPOXKICHHBIX
N CKPHHUHTA
JIUarHOCTHUKHU MPECHATAJILHON TUATHOCTUKU ~ TIOPOKOB Pa3BUTHS
1 XPOMOCOMHOM
MATOJOTHU
A 5 6 7 8
2021r
9,5 % 21,2% 80,6% 11,2%
2022r
12% 6,6% 84,6% 9%

Ta1<>1<e, Ha OCHOBAaHMUHU TIIpHUKa3a BCC HOBOPOXACHHBIC TMOABCPrar0OTCsa MaCCOBOMY
KOMIIJICKCHOMY CTAHAAPTU3UPOBAHHOMY O6CJ'I€IIOB8.HI/IIO Ha HACJICICTBCHHLBIC 0o0JIe3HM OOMEHa
BCIICCTB C IICJIBIO UX PAHHCT'O BBIABJIICHUSA U JICUCHUA (Ta6m/1ua 5)
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Tabuamuna S. Pe3ynbrarsl 0 NpoBEACHUNM HEOHATAJIBHOIO CKPUHUHIA HOBOPOXKIEHHBIX 2021-

MPEHATAIIBHON JUArHOCTUKHU YBEJINYMUBAECTCS
yAenpHbI Bec BbLaBIsieMbix BIIP  monxa
U XPOMOCOMHOH HaTOJIOTHM. Pannss
JMarHOCTHKA, pa3paboTka U BHEJIPEHHE

2022rr
Oo0mree KoaunuecTtBo KoaunuecTtBo M3 Hux
KOJIMYECTBO HOBOPOKIE€HHBIX, | HOBOPOKIEHHBIX, KOJIHYEeCTBO
HOBOPOKIE€HHBIX 0XBaYeHHbIX 0XBaYeHHbIX HOBOPO:KIEHHBIX,
HEOHATAJbHBIM NMepBUYHBIM 0XBaYeHHbIX
Ilepuon
CKPHHUHIOM AHAJIH30M Ha MOBTOPHBIM
(Ha PKY u enunnananux AHAJIN30M Ha
BPOKIEHHbI (enunnananun
TMIIOTHPEO3)
abc % abc % abc %
2021r 33458 32843 | 98,1% | 32606 | 99,2% | 237 0,7%
31074 30819 99,1% 30819 99,1% 151 0,4%
2022r
W3 nux KoanuecTrBo M3 Hux KOJIMYeCTBO W3 Hux
BBISIBJICHO | HOBOPO:KIEHHBIX, HOBOPOKI€HHBIX, BLISIBJICHO
00JILHBIX € OXBaYeHHBIX O0XBAaYEeHHBIX 00JbHBIX €
Ilepuon | mumarHo3zom MEePBUYHBIM TMOBTOPHBIM AHAJIN30M JAMATHO30M
DKY AHAJIM30M Ha HA THPEOTPOIIHOM BPOKAeHHBI
THPEOTPONHOM TOpPMOHE THIIOTEPHO3
rOpMoHe
abc % abc % abc % abc %
2021r 1 0,4 |32610| 99,2% 233 0,7% | 9 3,8
2 1,3% | 30819 99,1% 220 0,7% 7 3,1%
2022r
3JAK/IIOYEHUE QITOPUTMOB ~ BpayeOHON TaKTHKU OyAyT
Taxum 06p330M, C COBCPUICHCTBOBAHUCM CHOCO6CTBOB3.TB COBCPHICHCTBOBAHUTIO

KauecTBa MeAULMHCKON nomoiuu npu BIIP u
XPOMOCOMHBIX AaHOMAJIMAX Y IUIOJA, a TaK¥Ke
IpyU  HAcJlEJICTBEHHBIX 0o0je3HsX oOMeHa
BEILIECTB Y HOBOPOK/ICHHBIX.
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MenuuuHcKass TIeHeTMKa CTajla OJHHUM
U3 peryjaupyeMblX  IyT€d  CHUXKECHUS
MJIAJICHYECKOM CMEPTHOCTH, a TaKXKe Jaer
roCyJapCTBy SKOHOMHUYECKYIO BBITOJY, T.K.
JeYeHUe, IeJarorudeckas W COLMAJIbHAA
NOMOIIb JIeTIM — WHBAIKAIAM TOTpedyeT
BBICOKHX YKOHOMMYECKHUX 3aTpar.
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58



BECTHUK MEJMLIMHCKOI'O LEHTPA YITPABJIEHUA JEJAMUTIPE3UJEHTA PECITY BJIMKH KASAXCTAH, Ne3 (92),2023

AHHOTAIIUS Pabora TmOCBSIIEHA aHaIW3y MEIUKO-TEHETHYECKOW CIYKOBI IO
Typxecranckoii obnactu kak Hanbosiee >PPEeKTUBHOMY BHIy NPOPHIAKTUKU HACIEICTBEHHBIX
OoJie3Hel, HaIIPaBICHHOMY Ha MPEIyTPEKICHNE TTOSBICHUS B CeMbe OOJBHBIX C HACIIEICTBEHHON
natoyorueii. MI' cimyxk0a M0o3BOSIET BBIOPATh aJEeKBATHBIC METOABI JOPOJIOBOM TUATHOCTHKH,
JedeHus ¥ NpOoQUIAKTUKHY, peaduIuTanny u agantamun. [lokasano, 4To ycnex B IpoQHIaKTHKE
BPOX/IEHHBIX W HACIEICTBEHHBIX 3a00J€BaHUN Yy JeTell B 3HAYUTEIHHON CTENEHH 3aBHCUT OT
WH(POPMHUPOBAHHOCTHU OYAYIIUX POIUTEICH.

Kniouesvie cnosa: Menuko-reHeTUYECKas CIy>k0a, HACIIEACTBEHHbIE OOJIE3HU, MpeHaTalbHAS
JUarHocTHKa.

TYWIHJAEME. TYPKICTAH OBJIBICHI BOMBIHIIIA MEJNINHAJIBIK-
I'EHETHUKAJIBIK KBISMET XX¥MBbBICBIH CAJIBICTBIPMAIJIbI TAJIJIAY. Tneyxan P.T.,
banku6exoBa H.K., TamenoBa I'"M. «Nel o6mbicThiK mepuHatanabik opTanbiky [HIDKK MKK,
Typxkictan o6mbickl, Kasakcran PecyOnukachr.

Kympic Typkicran 00JIBICHI OOMBIHINIA MEIUIIMHAIBIK-TCHETHKAIBIK KBI3METTI OTOACBIHJIA
TYKBIM KyaJIalThIH ATOJIOTUSICHI Oap HayKacTap.IbIH Maiia O0IybIHBIH al[bIH allyFa OaFbITTaIFaH
TYKbIM KyaJIalThIH aypyJapJblH ajfblH adyJblH €H THIMAlI TYpl peTiHlIe Tajjayfra apHajFaH.
MI" KpI3METI IpeHaTalb/Abl AUATHOCTHUKA, EMJICY JKOHE ajlIbIH-ally, OHAITY oHe OeHiMIenyaiy
THICTI OAICTEPIH TaHJAyFa MYMKIHIIK Oepemi. bamanapnarel Tya OITKEH KoHE TYKBIM KyaJIalThIH
aypynapIblH aJJIbIH-TyAaFbl KETICTIK KoOiHece Oojarmak ara-aHajapblH xabapaap OoiybiHa
OailTaHBICTHI €KEHIITT KOPCETIreH.

Tyiiin co30ep. MeauIMHANBIK-TEHETUKANIBIK KbI3MET, Tya OITKEH aypyJsap, IpeHaTalb bl
JTMarHOCTHKA.

SUMMARY. COMPARATIVE ANALYSIS OF THE WORK OF THE MEDICAL AND
GENETIC SERVICE IN THE TURKESTAN REGION, R.T. Tleuzhan, N.K. Balkibekova, G.M.
Tashenova, JSC “South Kazakhstan Medical Academy”, GKP on PCV “Regional Perinatal Center
No. 17, Turkestan region, Republic of Kazakhstan.

The work is devoted to the analysis of the medical and genetic service in the Turkestan region
as the most effective type of prevention of hereditary diseases aimed at notification the appearance
of patients with hereditary pathology in the family. MG service allows you to choose adequate
methods of prenatal diagnosis, treatment and prevention, rehabilitation and adaptation. It is shown
that success in the prevention of congenital and hereditary diseases in children largely depends on
the awareness of future parents.

Keywords: medical and genetic service, hereditary diseases, prenatal diagnostics.

BBEJEHUE
[TpobnemMaBpOKICHHON M HACIIEICTBEHHOM
MaTOJIOTUHI MIPOJIOJDKAET 0OCTaBaThCs
aKTyaJIbHOM B COBPEMEHHOW MeAUWIMHE. 3a
MoCJIeIHEEe  JIeCATUIIETHE OHa TpHoOperna
CEPBE3HYIO COIMATBHO-METUITUHCKYO

3HaYUMOCTb. B cucrteme 37paBOOXpaHEHUS
MHOTHUX CTpaH MHpa, B TOM YHCIE H
Pecniybnmuku  Kaszaxcran, mnpoduiakTtuka
JMaHHOW  MaToJioruu, Oasupylomascs Ha

COBPCMCHHBIX JOCTHIKCHUAX MeﬂHHHHCKOﬁ
ICHCTUKH, aKyIepCTBa H IICPHUHATOJIOIHHU,
CTajila IPUHUMATB IIPUOPUTCTHOC HAIIPABJICHHUC
[1,2,3,4].

MHorue HAaCJICACTBCHHBIC 3a6OHeBaHI/IH
nepeaaroTCsa H3 IIOKOJICHHA B IIOKOJICHHUC,
MMPOTCKAIOT TSIKCIIO u IpOorpeanucCHTHO,
MPAKTUYCCKU HCUIJICUUMBI. EHHHCTBCHHOﬁ
BO3MOXHOCTbKO YMCHBIINUTDH Me,Z[I/II_II/IHCKI/Iﬁ
u COI_[I/IaJ'II)H]':Jﬁ «Ipy3» 3TOM TATOJIOTUH
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SIBIIIETCS. TPOBEJICHUE MPOPUIAKTHUECKUX
MEpOTPUATHIA MOCPEJICTBOM MEIUKO-
T€HETUYECKOT0 KOHCYIbTUpOBaHus |35, 6, 7, 8,
9].

B cBs3u ¢ ro0aabHBIM DKOJIOTHUECKUM
KPU3UCOM (Cpesia ¢ MOBBILIEHHONW MyTareHHOU
AKTUBHOCTBIO, 3arps3HEHHBIM BO3MYyX, IHIIA,
cojiepxariasi TeHOTOKCUYECKHE KOMIOHEHTHI
M TJL) POJIb  MEIUKO-T€HETUYECKOTO
KOHCYJIbTUPOBAHMSI B HACTOSIIEE BpEeMs Kak
HUKor1a Benuka [10].

MeguKO-TEHETHYECCKOEe

KOHCYJIbTUPOBAaHUE - OJUH W3  BUIOB
CIELMAJIU3UPOBAHHON IIOMOIIM HACEJICHUIO,
HaIpaBJICHHbIN Ha MpEeayNpeKICHUE

IIOSIBJICHUA B CEMbBE 6OJIBHLIX C HaCHCHCTBeHHOﬁ
natosoruet  [11,12,13].  «3rtor mnpouecc
3aKJIHOYacTCA B IIOIIBITKE KBaJH/I(l)I/H_[I/IpOBaHHBIX
CIICIINAJINCTOB OGT:S'ICHI/ITB ManuCHTy WJIN €Tro
CEMbE IMarHo3, TUI HACIIE0BaHHUs, OCHOBHBIC
MPOSIBIICHUS, TEUCHUE ¥ JIOCTYITHOE JICUCHHE

HaCJICICTBCHHOI'O 3360H€BaHI/ISI; IIOMOYb
CCMbBC TIPUHATHL PCHICHUC  OTHOCHUTCIBHO
PEIIPOAYKTUBHOT'O IIOBCJACHUAA, IIOMOYb

O6paTI/IBI_HI/IMCH aaanTUupoBaTbCd K HAJIUIUIO
OOJIBHOTO B CEMbE U PUCKY MOBTOPEHHUS ITOM
Oose3Hn» (ompeneneHrne padovyero KOMHUTETa

AMEpUKaHCKOTO 00mlecTBa MO TE€HETHKE
YEJIOBEKa).

I'moGanbHBIMU 3aJauaMu MEIUKO-
TE€HETUYECKON CITYKOBI c TOYKH
3peHHS OpTaHU3aIIH NPaKTUIECKOTO

3IpAaBOOXPAHEHUS SIBISICTCS CO3JaHHUE CETH
TEHETHUYECKUX YUPEIKICHHM, JIETKO TOCTYITHBIX
JUTSE BCEX HYKIAFOIIMXCS BO Bpade-TeHETHKE.
[To manaeiM BO3 8-10% cemeii HeoOXoamma
KOHCYJIbTAIIHs TCHETHKA, a PEaIbHO MOJTyYatoT
ee 1-2% [14, 15]. C MeaWIIMHCKON TOYKH
3peHus, 3a/a4ya MEINKO-TeHETHUECKON
CIyOBI ~ 3aKIIOYaeTcs B IIOCTAaHOBKE
TOYHOTO JIMArHo3a W OIpPEACICHUH MEIUKO-
TeHETHYECKOTO TIPOTHO3a B CEMbE, a TAKIKE B
BEIOOpE TPOMUIAKTUIECKUX MEPONPUITHN
JUTSE TIPEIYTIPEXKIACHUS POXKICHUS OOJIHLHOTO
peberka. MeaUKO-TeHETUYECKUH  MPOTHO3
COJICPKUT TPH AJIIEMEHTA: pacyeT PUCKa, OlEHKa
MEIWIIMHCKUX W COIHAJIBHBIX MOCIEICTBHH,

60

[IEPCIEKTHBA IPUMEHEHHs] IIPEHATAJIbHOU
OUarHocTUKU. OKOHYATeNbHOE pEIIEHUuE O
JNAIbHEHIIEM  JETOPOKICHUU  NPUHUMAET

TOJIBKO CEMbs1. 3a71aua KOHCYJIbTaHTa - TOBECTH
MEIULIMHCKYI0O WH(POPMALHIO B JIOCTYITHOM
IUISl TIAIIMEHTA BUJIE.

C conmanbHOH TOYKM 3peHHs, 3aaaya
MEIUKO-TEHETUYECKON CIYyKObl - OIleHKa
YpOBHS ~ TMOHMMAaHUS  WIEHAMH  CEMbH
MOCTEICTBUM  HAJWMYMsA  HACJIEICTBEHHOTO
3a00JeBaHMs M TOMOIIb CEMbE B IMPHHATUH
MIPAaBUIBHOTO pereHus OTHOCHUTEIIEHO
penponykuuu [16, 17, 18].

Criermudrueckux npOopUIAKTHIECKUX
MEp 10  TPEAYNpPEXKACHUIO  Pa3BUTHUS
OOJIBIIMHCTBA BPOXKJACHHBIX MOPOKOB IIIOJA
HE CYIIECTBYET, IIOCKOJbKY OHH HMEIOT
B OCHOBHOM CIIOPaJWYECKUN  XapakTep.
[TpoBenenne xkomOmHMpoBaHHOTO (Y3U WU
OMOXMMHUYECKUI) TPEeHATaJIbHOTO CKPUHHUHTA
SBIISICTCS €IMHCTBEHHBIM TPO(PHIAKTHUECKUM
MepornpuatueM BIIP mnoma. IIpenaranbHblid
CKPUHUHT — 3TO BBISIBJICHHE B IPYMIaX PHCKa
110 POKACHUIO JIETEH C MOPOKAMH PA3BUTHS, &
He OOPBOBI C MOCIICICTBUSMHU.

HemanoBaxHas poisib B quarnoctuke BIIP
OTBOJIUTCS YJIBTPa3ByKOBOMY HCCIIEIOBAHHIO,
JMAarHOCTHYECKas TOYHOCTh KOTOPOTO
cocrasiseT 68-86%.

Llenb: CpaBHUTENBHBIA aHATU3 PaOOTHI
MEIUKO-TeHETHYECKON CITY>KOBI o
Typkecrtanckoit obmactu 3a 2020-2022rr.

MATEPUAJI U METO/bI

B OIIL[ Nel Typxkecranckoil obnactu
pa3BepHyTa MEIUKO-TeHeTUYeCKast
ciayx0a 1 oOchmyKuBaHUS OEpPEeMEHHBIX.
Cryx6a PYKOBOJICTBYETCS PUKa30M
Ne704 ot 09.09.2010r. «OO0 yTBepKAEHUU
NpaBUJ OpraHM3alMU  CKpUHUHTaY. s
OKOHYATEeJIbHOTO pereHus BOIIpOCa
NpepbIBaHUsl OEPEMEHHOCTH U KOPPEKLUHU
BIIP npoBOIsATCS KOHCUIMYMBI C Y3KHMH
cnenupanuctamMu. Hamu  mpoaHanu3upoBaH
oT4eT pabOThl MEJMKO-TE€HETHUECKOM CITyKOBI
no obiactu 3a 2020-2022 ross.
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PE3YJIBTATBI U OBCYXKJIEHUE
Ta6auua 1. Pe3ynbrarel paboThl METUKO-TEHETHUECKOHN CITYKOBI

Ne MOKa3aTeJu 3a 12 3a 12 3a 12
/i mec 2020r. | mec 2021r. | mec 2022r.
1 | KomuectBo 9187 15234 15741
KOHCYIBTHPOBAHHDIX: 8901 (97%) | 14784 15274
OepeMEeHHBIX 273 (3%) (97%) (97%)
nereit ¢ BITP 9 (1%) 394 (2,6%) | 399 (2,5%)
xenmuH ¢ OAT'A 53(0,3%) | 68 (0,4%)
2 | KomuuecTBo JieTeid, posKAEHHBIX C 170 168 391
BIIP (o nanueim HI'P)
3 | KonuyecTBO ymepmux JI€Tei ¢ 26 (15,3%) | 32(19%) | 46 (12%)
BIIP ot 0-6 ¢ BIIP
4 | MeptBopoxnenHsie ¢ BITP 12 (7%) 10 (6%) 14 (3,6%)
5 | Bcero ocmoTpeHo OepeMeHHbIX 83881 77144 75635
Ha Y31 o TO
6 |Bcero BIIP, BoisiBnennsie Ha Y31 | 1052 (1,3%) | 924 (1,2%) 1074
(1,4%)
7 | BIIP, HecoBmMecTUMBIE C 220 (21%) | 239 (26%) 293
JKU3HbIO, BbIsIBJICHHBbIE Ha Y3U (27,2%)
8 | I3 HUX npepBaHbl 189 (86%) | 197 (82,4%) 227
(77,5%)
9 | O6cnenoBanue 6epeMeHHBIX 0/X 35683 41703 42589
Mapkepsl | TpumecTtpa
10 | O6cnenoBanue nereit va TTT 60400 64000 57520
11 |O6cnenoBanne nereit Ha DKY 60400 64000 57520
12 |IluToreHeTu4eckoe 146 191 208
oOcrenoBanue (KapuOTHUI)
13 | Fish- meTong 378 547 539
14 | 3 HUX BBISIBJICHO 38 (10%) 34 (6,2%) | 30(5,5%)
3a 2020-2022rr. KOJIMYECTBO coctaBmiio 32 2020r—35683,322021r— 41703,

KOHCYJIbTUPOBAHHBIX TAIMEHTOB COCTaBUJIO
oanHakoBoO 97%.

O0cienoBanue OepeMEeHHBIX Ha
OmoxuMHuueckrue Mapkepel |  TpumecTpa

3a 2022r — 42589; Y3 CKpUHUHT MPOBEJIEH B
2020r — 83881, B 2021r — 77144, B 2022r —
75635; u3 nux y 1052 (1,3%) B 2020r, y 924
(1,2%) B 2021r, y 1074 (1,4%) BbIsBICHBI
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BIIP mnopa. M3 o6miero komuuectBa BIIP,

BBISBIICHHBEIX Ha Y3, HECOBMECTHMEBIC C

AKU3HbIO, cocTaBuiu: B 2020r — 220 (21%), B
2021t — 239 (26%), B 2022r — 293 (27,2%).
HCCIIEJOBAHUIA,

Kpome »sTux

IPOBEIECHO

muToreHeTnueckoe uccienosanme: B 2020r —

Taoauuna 2. /lanusie BIIP, Beisinennsix Ha Y3U

aHaJn3

146, 82021r — 191, B 2022r — 208.
[IpoBoauncs
oepemennoctu: B 2020r - B 189 (86%) ciyuasx,
B 2021r — B 197 (82,4%)cnyuasx, B 2022r — B
227 (77,5%) cnyuasx.

IIPEPHIBAHUN

Ne | Crpykrypa BIIP 2020r 2021r 2022r
n/n
Brissie W3 Hux | BeisiBieHo W3 vux | Beisieineno | U3 Hux
O Beero MpepBaHO BCETO MIPEPBaHO BCETO MIpEpPBaHO
1 |IIHC: 60 47 61 48 52 41
(28,7%) (26,4%) (25,5%) (24%) (17,7%) (18%)
I'uaponedanus 8 7 6 4 21 10
MenunrosHIIedanoene 2 2 1 2 2 2
CnuHHO-MO3r0Bas 8 7 3 3 8 7
TpbIKa
TNononpo3aunedanus 5 3 4 4 3 3
AndHuedanus 16 16 15 14 16 16
[u3sH1IIE D amus
2 | BIIP mouemnomnoBoii 6(2,8%) 6(3,3%) 8 (3,3%) 7(3,5%) | 11 (3,7%) | 9 (4%)
CHUCTEMBI
3 | BIIP xocTHoO- 2(1%) 1(0,5%) 4(1,7%) 4(2%) 3 (1%) 2 (0,8%)
CyCTaBHOM CUCTEMBI
(axonaporia3us)
4 | BIIP cepaeuno- 6(2,8%) 5(2,8%) 15(6,3%) | 13(6,5%) | 14 (4,7%) | 13 (5,7%)
COCYJIUCTON CUCTEMBI
5 | MBIIP 101 86 (48,3%) | 108(45%) | 83(42,1%) | 176 (60%) | 127 (56%)
(48,3%)
6 | BITP XXKT 5(2,4%) 4(2,2%) 2(0,8%) 1(0,5%) | 11 (3,7%) | 9 (4%)
7 | BIIP opranoB apIxanust 1(0,5%) 1(0,5%) 1 (0,4%) 1 (0,5%)
8 | XpoMocomHBIE 28(13,3%) | 28 (15,7%) | 33(13,8%) | 33(17%) | 22 (7,5%) | 22 (9,6%)
aHOMAaTUHN
9 |IIpouue (BIIP nmuueBoro 7(3%) 7(3,5%) | 4(1,3%) | 4(1,7%)
CKellera)
HUTOI'O: 209 178 239 197 293 227
(85%) (68%) (77,5%)
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ITo ganaeM TaOmHUILI N2 BHIHO, YTO W3
Bcex BbIABIEHHbIX BIIP, Ha mepBom wmecte
crosat MBIIP: 48,3% B 2020r, 45% - B 2021T,
60% - B 2022r; na BropoM mecte BIIP ITHC:
28,7% B 2020r, 25,5% - B 20211, 17,7% - B
2022r; Ha TPETbEM MECTE CTOSAT XPOMOCOMHBIE
anomanuu: 13,3% — B 2020r, 13,8% - B 2021T,
7,5% - B 20221

YV oOepemennsix ¢ BIIP no pgaHHbIM

JIUTEPATYPHI, TCUCHHE OepeMeHHOCTH
OCJIOXKHSIETCS yrpo30oi HpephIBaHUsI
OepeMEHHOCTH, TMAaTOJIOTHEH TUIAlCHTAIIHH,
BHYTPHYTPOOHOU TUIIOKCHEN mwioja,

BHYTPHYTPOOHOI 3aJIepKKOU TUI0/1a.

K ocHOBHBIM (akTOpaM pHCKa pa3BUTHS
BIIP MOXHO OTHECTH: pecHupaTOpPHbIC
BUPYCHBIE UHQEKIIH, obocTpenne
SKCTPareHUTAJIbHON NAaTOJOTUHM  Pa3INYHbIX
opranoB, TORCH-undpexmmn, BOCHATUTETh-
HbIE 3a00JIEBaHUS MATKH U IPUIATKOB.

3AKIIOYEHHUE

Yenex B npodumaktuke BIIP  mmona
B 3HAQUWUTEIbHOW CTENEHUM 3aBUCUT  OT
UH(POPMHUPOBAHHOCTU OYIYUIMX POAMTENEH O
3HAYUMOCTH AHTEHATAJIBHBIX MOBPEKIAIOIINX
(bakTopoB " MEIUKO-T€HETUYECKOTO
KOHCYJIBTUPOBAaHUS  C  HCIIOJIb30BaHHEM
Y31, OMOXMMHYECKOTO CKpUHHUHTA.
[IpornozupoBanne  BIIP  mioma  nmaer
BO3MOXHOCTh ~ YBEIHYUTH IPPEKTHBHOCTD
[IPEHATaJbHOW [IMAarHOCTUKH, YTO CHUXKAET
KoJm4ecTBO poaos ¢ BIIP.

Pounb IpeHaTaIbHOU JTMarHOCTUKHU
BEJIMKA, IIOTOMY YTO OHA SIBJISIETCSI OJJHUM M3
PETYJISTOPOB MyTEN CHUKEHHUS MIIAJEHYECKOMN
cmepTtHOCTH. KpoMe 3Toro, JaeT rocyiapcTBy
SKOHOMMYECKYI0  BBITOAY, IOTOMY  YTO
colMajbHas U MEJUIMHCKAs MMOMOLIb JETIM-
WHBAINZAM TpeOyeT OrpOMHBIX (PMHAHCOBBIX
3arpar.
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YAK 616.05333-1

CPABHUTEJIbHBIA AHAJIU3 BPOXKIEHHBIX IOPOKOB
PA3BUTUS IIVIOJA, BBISABJIEHHBIX B ITIEPUO/ 2020-20221I'T 1O
TYPKECTAHCKOM OBJIACTU

P.T.Tneyxan, 3.T. AnueBa
AO «lOxn0-Kazaxcranckas MenuiuHckas AKageMus,
r. llemvkent, Pecniybnuku Kazaxcran

AHHOTALUS. CpaBHuTenbHbI aHaau3 pabOThl MpeHATaJbHOW CIIy>KOBbl IOKa3al
JOCTAaTOYHO 0OBEMHYIO ee 3HaunMOCTh 10 BbisiBiieHUto BIIP mona. Brisisnsiemocts BIIP pacrer:
1,3%-1,2%-1,4%, HO Bce paBHO OCTaeTCs OueHb HI3KOH. KonmmdecTBo npepriBanuii 6epeMeHHOCTE N
¢ BIIP, HecoBMecTHMBIX ¢ )ku3HBIO, HE 100%, HEMIOIHOE, YTO TOBOPUT O HU3KOM OCBEIOMIIEHHOCTH
HaCeJICHUs O TII00aIbHONW METUKO-COLMAIbHOM pobieme. JlaHHbIE TpephIBaHU OEPEMEHHOCTH C
BIIP nocne 22 Hepenb TOBOPSAT O MPOJIOHTUPOBAHUH CPOKA OEPEMEHHOCTH CAMUMH MAallMEHTKAMH,
TEM CaMbIM CO3/aBasi yrpo3y i cBoeil xu3Hu. KonnuectBo poausmuxcs nereii ¢ BIIP, ymepmnx
B cpoku 0-6 CyTOK, MEPTBOPOKIEHHBIX, TAK)KE TOBOPUT O POCTE HEOHATAIBHON U MJIAJCHUECKON
3200J1€Ba€MOCTH U CMEPTHOCTH.

Knrouesnvie cnosa: BpO)KI[CHHBIe IMOPOKH pa3BUTHA IJI0JA, ITPECHATAJIbHAA AUATHOCTHUKA, CKPpU-
HUHI

TYWIHJIEME. TYPKICTAH OBJIbICBI BOWMBIHIIA 2020-20223%0K KE3EHIH/IE
AHBIKTAJIFAH  IIOTEI'T BAJIAHBIH TYA  BITKEH JAMY  AKAVYJIAPBIH
CAJIBICTBIPMAJIBI TAJIAAY. Tneyxan P.T., AnmueBa 3.T. «Onryctik Kazakcran Mmenuiinna-
nwiK akangemusacey AK, [lIeivkeHT K., Kazakctan Pecrybmukachr.

[IpenaTanaplK KbI3METTIH )KYMBIChIHA CAJIBICTBIPMAJIbI TaJ/Iay OHBIH 1IITET1 OanmaHbIH OITKEH
aKayJapblH aHBIKTayJaFbl aWTaplIbIKTall MaHBI3ABUIBIFBIH KepceTTi. Tya OITKeH akayJiapbl
anpIkTay ecyne: 1,3% -1,2% -1,4%, Gipak omi ge oTe TOMEH IEHTeiIe Kalblll OThIp. OMipre
colikec KeJIMEHTIH Tya OITKEH akayiapsl 0ap *YKTUIKTI TokTaty canbl 100% emec, TOJBIK emec,
Oyl XaJbIKTBIH >kahaHABIK MeIULMHAIBIK-9JI€YMETTIK MpobiiemMa Typajbl XadapaapiibIFbIHbIH
TOMEHJIITH KepceTenal. 22 anTajaH KeliH Tya OITKeH akayiapbl 0ap *YKTUIIKTIH TOKTaTBLIYbI
TypaJjbl IepeKTep NalMeHTTEP I1H )KYKTLIIK MEp31MiH Y3apTybl TypaJibl allTa 1bl, OCbUTaNIIIa OJIapIbIH
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eMipiHe Kayin TeHaipeni. Tya OiTkeH KeMiCTiKIleH TybuUTFaH, 0-6 KyH imriHae KalTeic O0JFaH, el
TYBUIFaH HOpECTENIep CaHbl Jia )KaHa TyFaH HOpEeCTeJep MEH HOpecTeNlep ChIPKATTaHYIIBUIBIK MeH
OJIIM-XKITIM KOPCETKIIITEePiHIH apTKaHbIH KOPCETE .

Tyitin co30ep: Iiiteri 6ananblH Tya OITKEH aKayJapbl, IpeHaTasb/Ibl JUATHOCTHKA, CKPUHUHT.

SUMMARY. COMPARATIVE ANALYSIS OF CONGENITAL MALFORMATIONS OF
THE FETUS DETECTED IN THE PERIOD 2020-2022 IN THE TURKESTAN REGION. R.T.
Tleyzhan, Z.T. Alieva. JSC “South Kazakhstan Medical Academy”, Shymkent, Republic of Ka-
zakhstan.

A comparative analysis of the work of the prenatal service showed its rather voluminous sig-
nificance in identifying fetal CM. The detection of congenital malformations is growing: 1.3%
-1.2% -1.4%, but still remains very low. The number of terminations of pregnancies with congen-
ital malformations that are incompatible with life is not 100%, incomplete, which indicates a low
awareness of the population about the global medical and social problem. The data of pregnancy
terminations with congenital malformations after 22 weeks speak of the prolongation of the preg-
nancy period by the patients themselves, thereby creating a threat to their lives. The number of
children born with congenital malformations, who died within 0-6 days, stillbirths, also indicates

an increase in neonatal and infant morbidity and mortality.

Keywords: congenital malformations of the fetus, prenatal diagnosis, screening

BBEJIEHUE

Typkecranckas o0nacte — OAHAa U3
KpYHHEWIIMX M T'yCTOHACEJIEHHBIX 00JacTei
Pecny6iinkn Kasaxcran, miomanb KOTOPOH
cocraBiusger 116280 ThIC. KM?, HacelICHUE
- 2,1 ™iaH. 4enoBeK. AJIMHUHHUCTPATUBHO
o0acTh cocTOUT U3 7 ropoaos, 824 cen u 14
CEJIbCKUX PallOHOB. Y TaJIEHHOCTh OTHEJIbHBIX
HACEJICHHBIX IMyHKTOB OT OOJIACTHOTO ILEHTpa
cocrasiseT 10 500 k.

HecmoTps Ha ycmexu COBpPEMEHHOU
MEUINHBI, O-ITPEKHEMY, OJTHOM U3 OCHOBHBIX
IIPUYMH JETCKOW MHBAJIMAHOCTU U CMEPTHOCTH
SBIISIIOTCSL  HACJIEICTBEHHbIE  3a00JIeBaHUS
U BpOXJACHHbIE MOpoku pa3Butus (BIIP).
BposxieHHBIE MOPOKH DPAa3BUTUS UMEHYIOTCS
TAaK)K€ BPOXACHHBIMU HApyLICHUSMU WIH
BPOX/IEHHBIMU Jteopmarusamu [1].

Bpoxnennsie [IOPOKU pa3BUTHUA
MO>KHO OINPEIENIUTh, KaK CTPYKTYPHBIE WM
(YHKIIMOHATBHBIE OTKJIOHEHHUST OT HOPMBI
(Hampumep, METabOIUYECKHE PaCCTPOHCTBA),
KOTOpBIE IIPOSIBIISAIOTCA B epUOJ
BHYTPHUYTPOOHOTO pPa3BUTHSA U MOTYT OBITh
BBISIBJIEHBI /IO POKIECHMSI, BO BPEMS POKACHUS

win Ha Oosiee MO3MHMX ATamax xu3HU. [lo
OLICHKaM, OT IIOPOKOB pa3BUTHUsS B TEUYEHUE
NEPBBIX 4 HEJENb KU3HU €XKET0JTHO YMHUPAIOT
303 000 pereii. Ilopoku pa3BUTHS MOTYT
IPUBOJIUTh K JJINTEIbHON HHBAJIUAHOCTH,
YTO OKa3blBAE€T 3HAUYMTEIBHOE BO3JCHCTBUE
Ha OTJENbHBIX JIIOJEH, UX CEMbH, CHUCTEMBI
3/[PaBOOXPAHEHUS M OOIIECTRO.

XOTS TOpPOKHM Ppa3BUTUS MOTYT OBIThH
1o IIPOUCXOXKAECHUIO TE€HETUYECKUMU,
UHQEKIMOHHBIMH WM  HKOJOTHYECKUMH,
YCTAaHOBUTb TOYHBIE IPUYMHBI 4Yallle BCETO
ObBaeT TpyAHO. HeKOTOpble BpOXKICHHBIE
IIOPOKM Pa3BUTUS MOXKHO TPEAYyHNpPEKIaTh.
OCHOBHBIMU ~ 3JIEMEHTaMU  NPO(UITAKTUKH
ABJIAIOTCS, B YAaCTHOCTH,  BaKLMHAIMS,
aJieKkBaTHOE MOTpedIeHne (HoIMeBoi KUCIOTHI
WM 1012 TTOCPEICTBOM 000TallIeHN s OCHOBHBIX
NPOAYKTOB TMHUTaHUA WM  OOecredeHus
IUIIEBBIX J100aBOK, a TaKKe Hajylexalas
JIopojioBasi momolts [2].

IIpuunHbl U pakTopsl pucKa. [IpumepHO
50% Bcex MOPOKOB Pa3BUTHUSI HEJIB3SI CBSI3aTh C
KaKOW-1M00 KOHKPETHOW NPUYMHOM, OJHAKO
HEKOTOpbIE TMPHUYMHBI WM (HAKTOPBl PHCKa
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U3BECTHBI.

ConunanbHO-3KOHOMHUYeCKHe (PaKTOpPbI.
HecmoTpst Ha TO, 4TO HM3KUH JOXOJ MOKET
OKa3aTbCsi  KOCBEHHOW  JCTEPMHMHAHTOW,
MOPOKH Pa3BUTHSI Yallle IPOSBIISIOTCS B CEMbSIX
U CTpaHax C HEJOCTaTOYHBIMU PECYPCAMH.
CornmacHo  moxcyeraMm, npumepHo  94%
TSDKETIBIX TIOPOKOB Pa3BUTHUSI HAOIIOMAIOTCS
B CTpaHax CO CPEJHUM MU HU3KUM YPOBHEM
J10X0/1a, TJIe JKCHILMHBI 3a4acTyl0 HE MMEIOT

JOCTyIIa K  JOCTaTOYHOMY  KOJIMYECTBY
U JIOCTaTOYHO XOpOLIEH IUIIE W MOIYT
MOJBEPraTbCs  BO3ACUCTBUIO  KAaKOTO-THOO

areHTa win ¢axTopa, Hanmpumep, WHPEKIUH
WIM  QJKOroJib, KOTOPBIH  MPOBOLMUPYET
WIM YCHUJIMBAET OTKJIOHEHHS OT HOPMBI
B IIpelpoJOoBOM pa3BuTuu. bonee Toro,
MaTEpUHCTBO B 3pEJIOM BO3pAacTe IOBBIIIAET
PUCK XPOMOCOMHBIX aHOMAaJMi, BKIIOYas
cunapom JlayHa, B TO BpeMs KaKk MaTEpUHCTBO
B MOJIOJIOM BO3pacTe IIOBBIIIAET PHUCK
HEKOTOPBIX BPOXKIECHHBIX TOPOKOB Pa3BUTHSI.

I'enernueckue (axkTopsl.
KpoBocMmenienue (kxpoBHOE POJZICTBO)
NOBBIIIAET  PACIPOCTPAHEHHOCTh  PEAKHX
TE€HETUYECKUX BPOXKIECHHBIX TOPOKOB U MOYTH
YIABAMBAaE€T PUCK HEOHATAJIbHOM W JETCKOMU
CMEPTHOCTH, YMCTBEHHOW OTCTAJIOCTH U
TSKEJIBIX BPOXKJIEHHBIX IIOPOKOB Yy JETei,
POKIEHHBIX rnapamu, SABJISIOIUMUCS
JBOIOPOJHBIMU POJICTBEHHUKAMHU. v
HEKOTOPBIX STHHUYECKUX TPYII, HApuUMep, y
€BpeeB-alKeHA3W U 'y (UHHOB, HAOIIOMAaETCS
CPAaBHMUTEIBHO BBICOKAsl pacHpOCTPAHEHHOCTh
PENKHUX TEeHETHYECKUX MYTAIMi, TPUBOISIINX
K [TOBBILIEHHOMY PUCKY IIOPOKOB Pa3BUTHSI.

Nugexunu. IlpucyrcrBue y wmarepei
TaKuX WHQEKIHUHA, Kak CUPWINC WIH KOpb,
ABJISIETCS.  PACIPOCTPAHEHHOW  NPUYMHOU
BPOJKJCHHBIX [TOPOKOB B CTPaHAX C HU3KUM U
CPEIHUM YPOBHEM J10X0/1a.

IMuranue matepu. Jledunur iioxa, coneit
(GoNMeBON KUCIOTHI, OXHPEHHE WM TaKHe
COCTOSIHUSI, KaK CaXxapHbIN qualeT, CBA3aHBbI C
HEKOTOPBIMU IIOpoKamu pa3zutus. Hanpumep,
neduuT  (HOJMEBOH  KHUCIOTHI  MOBBIIIACT
pUCK poXxjaeHuss pebeHka C  JeQeKToM
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HEpBHOH TpyOku. Kpome Toro, moBblmeHHOE
notpe0iieHne BUTaMUHA A MOXKET MOBJIUATH Ha
HOpPMaJbHOE Pa3BUTHE 3MOPHOHA WIH IUIOAA.

JkoJiorudeckue paxkropsl. Bozneiictue
HAa MATEPUHCKUH OpraHu3M  HEKOTOPBIX
MECTULNIOB U IPYTUX XUMHUYECKHX BEIIECTB,
a TaK)K€ HEKOTOPBIX JIEKAPCTBEHHBIX CPEJCTB,
aJIKorouis, Tabaka, NCHMXOAKTUBHBIX BEIIECTB
WIM PaJiMOaKTUBHOTO M3JIy4EHHsS BO BpEMs
OEpeMEHHOCTH  MOXXET TOBBIIATH  PHCK
pa3BUTHS y IUIOJa WIM HOBOPOXKIEHHOTO
pebeHKa BpOXKIEHHBIX NMOPOKOB. PabGora wmimu
MPO’KMBaHUE BOJM3M, WIM HENOCPEICTBEHHO
B MECTE DACIIOJIOKEHHUSI MYCOPHBIX CBaJOK,
METaJTyprudecKux IpeIIpUITHIA 170071
IIaXT TaKkKe MOXET OBITh (haKTOpOM pHUCKa,
0COOEHHO TIpU BO3ICHCTBUU HA OPTaHU3M
MaTepu JPYTHX OJKOJOTHYECKUX (HaKTOpOB
pHUCKa UM IPU HELOCTATOYHOCTH UTaHus [3].

B  crpykrype  3aboneBaeMocTH  H
CMEPTHOCTM  Ha  JIOJII0  BPOXKJIEHHBIX
nopokoB pa3sutus (BIIP) npuxoaurcsa 26%,
naHHele o yacrore BIIP mporuBopeunsel,
UX dyacrtora komnebmercs or 4,3 mo 55 Ha
1000 wnHoOBOpoxnenubix (y 20% pereit -
[IOPOKM HECOBMECTUMBIE C JKU3HBIO, a Yy
25% — npuBOAAT K paHHEM HEOHaTaJbHOU
cMepTHOCTH) [4]. YUUTBIBasI BLICOKYIO pOXKJ1ae-
MocTh B TypkecTaHckoi o0nacT (Kaxabii 4-5
pe6énok mo PK poxxnaercs B TypkecTaHckoi
obmactu), yzaenwsHbIN Bec BIIP mnona cpeau
MJIa/IEHYECKOM CMEPTHOCTH 3aHUMAeT ocoboe
MECTO.

K Hanboree TsKENbIM TTOPOKAM Pa3BUTHS
OTHOCSATCS] IOPOKHU cep/a, 1eeKThl HEPBHOM
TpyOKu u cuaapom JlayHa.

[lens paboOTHI: CpPaBHHUTENBHBIM aHAIN3
CTPYKTYpBI, KOJIMYECTBA 1 aHTEHATAIbHOMN JU-
arHOCTUKH BPOXJIEHHBIX IOPOKOB IUIOZA IO
OTYETHBIM JaHHBIM TypKecTaHCKOW 0O0JacTH
3a 2020-2022rr.

MATEPHUAJ U METO/JbI
bbln mpoBeAeH CpaBHUTEIBHBIM aHAIU3
OTYETHBIX JAHHBIX pPa0OTHl TPEHATAIBHOU

cyx0b1 Typkecranckoii obmactu 3a 2020-
2022rr.
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PE3YJIBTATBI U OBCYXKXIEHHUE

PesymnbTatel paboThl npeacTaBieHsl B Tadmuie Nel.

Taoauna 1. CpaBHUTENBHBIN aHATU3 PA0OTHI MEAUKO-TEHETUIECKON CITY>KOBI

Ne IMoka3zaTenn 3a 12 3a 12 3a 12

w/n mec 2020r. | mec 2021r. | mec 2022r.

1 KonmuecTBo 9187 15234 15741
KOHCYLTHPOBATHEIX: 8901 (97%) | 14784 (97%) | 15274 (97%)
Ocpemenibix 273 (3%) | 394(2,6%) | 399 (2,5%)
aereit ¢ BIIP 9 (1%) 53(03%) | 68(0.4%)
s)keHmuH ¢ OAT'A

2 KonnuaectBo neren, 170 168 391
poxaenHsix ¢ BIIP (o
nanasiM HI'P)

3 KonnuectBo ymepmux 26 (15,3%) 32 (19%) 46 (12%)
nereit ¢ BIIP ot 0-6 ¢ BIIP

4 MeptBopoxnennsie ¢ BITP 12 (7%) 10 (6%) 14 (3,6%)

5 Bcero ocMmoTpeno 83881 77144 75635
o6epemenHbIx Ha Y3U no
TO

6 Bcero BIIP, BrisiBieHHbBIE 1052 (1,3%) | 924 (1,2%) 1074 (1,4%)
Ha Y3U

7 BIIP, HecoBMecTUMBIE C 220 (21%) 239 (26%) 293 (27,2%)
KU3HBIO, BBISIBIICHHBIC Ha
Y31

8 W3 HuX npepBaHbI 189 (86%) 197 (82,4%) | 227 (77,5%)

Kak Bumno w3 tabmumsl, B 2020 romxy
pokoHCyNbTUpoBaHO 8901  GepemMeHHBIX
n3 Bcex 52215 BcraBUIMX Ha YydyeT IO
o6epemenHoctu, B 2021 romy — 147854 wu3
51421, B 2022 romy — 15274 wu3 52885,
cooTBeTcTBeHHO. B 2020 roay ynpTpa3BykoBoe
uccnenoBanue npountn 83881 OGepeMeHHBIX,
B 2021 rogy — 77144, B 2022 rony — 75635,
pu KoTopoM BbisiBiIeHO 1052 (1,3%) ciyuas

BIIP B 2020 roxy (HECOBMECTUMBIE C KU3HBIO
- 220), 924 (1,2%) - B 2021 romy (239), 1074
(1,4%) — B 2022 roany (293), uro roBOpPHUT
00 O/JMHAaKOBOM YacTOT€ BCTPEUAEMOCTH
BIIP no romam y OepemenHbix obmnactu. U3
Bcex BbIABIEHHBIX npu Y3U BIIP mpepsano
o6epemenHocreit B 2020 rogy 189 (86%), B
2021 rony — 197 (82,4%), B 2022 rony — 227
(77,5%), 9TO, BO3MOXKHO, JACT MPEJCTABICHUE
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B 2021 rogy — 168, B 2022 rony — 391. U3
BCceX poxaeHHbIX Aereil ¢ BIIP, xonmuuectBo
ymepimux B cpoku 0-6 cyTok, cocTaBuia IO
rogam coctasmia: 26 (15,3%), 32 (19%), 46
(12%), a KOIMYECTBO MEPTBOPOKIEHHBIX C
BIIP cocraBmio no rogam 12 (7%), 10 (6%),
14 (3,6%), COOTBETCTBEHHO. OTH J[laHHBIE
CBHJIETEJILCTBYIOT O  POCTE  KOJHYECTBA

0 HEJIOCTaTOYHOU OCBEJIOMJIEHHOCTH
MAlMEHTOK TMPO BPOXKIECHHYIO MATOJIOTHIO
MI0JIa M TOCJIEACTBUSAX U3HHU POJUBIIUXCS
nerert ¢ BIIP B panbueitiem. B 2020 roxy
o 22 Henenb TMpepBaHO OepeMeHHOCTeH [0
22 nenenb B 169 (89,4%) cnyuasix, mocne 22
Heznenb — B 20 ciayyasx (10,6%), B 2021 roxy
-B 152 (77%) u B 45 (23%) ciy4asix, COOTBET-

CTBEHHO, B 2022 rory —B 207 (91%) u 20 (9%) poxnenuss gered ¢ BIIP, yBenuuenun
CITy4asiX, COOTBETCTBEHHO, YTO TOBOPHUT O TOM, HEOHATAJILHOW CMEPTHOCTH.
YTO MAIMEHTKH OTTATHBAIOT CPOK MIPEPHIBAHHUS JlaHHBIE TIO CTPYKType BBISBICHHBIX

6epemennoctu ¢ BIIP, Tem cambiM yBennuu- OpOKOB pa3Butus no Y3W mpencrasiieHbl B

Basi KOJINYECTBO OCJIOKHEHUN ITPEPBIBAHUMN.
B 2020 roxy poaunoce 170 nereii ¢ BIIP,

Tadimue Ne2.

Tabamnna 2. CTpyKTypa BBISBIEHHBIX IOPOKOB pa3ButTus 1o Y31

Ne | CtpykTypa 2020r 2021r 2022r

BIIP
BrisiBneno W3 Hux BrisiBneno W3 vux | Beiieneno | M3 Hux
BCETO MpepBaHO BCETO MpepBaHO BCETO IpepBaHo
1 | IIHC: 60 47 (26,4%) 61 48 52 41 (18%)
(28,7%) (25,5%) (24%) (17,7%)

Tanponedanus 8 7 6 4 21 10
MenunrosHIeda- 2 2 1 2 2 2
yotesne
CHOuHHO-MO3roBast 8 7 3 3 8 7
rpbIKa
[Nonmonpo3auire- 5 3 4 4 3 3
Gbanus
AmndHIIEhanus 16 16 15 14 16 16
[wn3sHnehanms

2 | BIIP 6(2,8%) 6(3,3%) 8 (3,3%) 7(3,5%) | 11 (3,7%) 9 (4%)
MOYEIOJIOBOH
CHUCTEMBI

3 | BIIP kocTtHO- 2(1%) 1(0,5%) 4(1,7%) 4(2%) 3 (1%) 2 (0,8%)
CyCTaBHOM
CHUCTEMBI
(axoHIpOTLTA3HS)

4 | BIIP cepneuno- 6(2,8%) 5(2,8%) 15(6,3%) | 13(6,5%) | 14 (4,7%) | 13 (5,7%)
COCYJIUCTOM
CHUCTEMBI

5 | MBIIP 101 86 (48,3%) | 108(45%) | 83(42,1%) | 176 (60%) | 127 (56%)

(48,3%)
6 | BIIP XXKT 5(2,4%) 4(2,2%) 2(0,8%) 1(0,5%) | 11 (3,7%) 9 (4%)
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7 | BIIP opranos 1(0,5%) 1(0,5%) 1 (0,4%) 1(0,5%)
JbIXaHUWA
8 | Xpomocommusre 28(13,3%) | 28 (15,7%) | 33(13,8%) | 33(17%) | 22 (7,5%) | 22 (9,6%)
aHOMaJIM1
9 | Ipoune (BITP 73%) | 7(3,5%) | 4(1,3%) | 4(1,7%)
JIUIEBOTO CKEJIETA)
HUTOI'O: 209 189 (86%) 239 197 293 227
(68%) (17.5%)
Kaxk Buaxo wu3 rtabmuusl Ne2, W3 BCEX  pasBUTHS, IIOPOKOB — MOYCBBIACIUTENBHOIN
BIIP miozma, na 1-m mecre croar MBIIP —  cucrembl, 3KenymOo4HO-KHMIIEYHOTO TPAKTA.

101 (48,3%) cmyuaii B 2020 roxy, 108 (45%)
ciyvait B 2021 rony, 176 (60%) cnyuaii B
2022 rony, Ha 2-m mecte - BIIP IITHC: 60
(28,7%), 61 (25,5%), 52 (17,7%) no romam,
Ha 3-M MecCTe — XPOMOCOMHBIE AHOMAJIHHU:
28 (13,3%), 33 (13,8%), 22 (7,5%) mo
rogaM, COOTBETCTBEHHO, YTO IMPEANOoJaraeT
yBeJIMUECHHUE ciydaeB BcTpeyaemoctu MBIIP
[0 CPaBHEHHUIO C MPEAbLAYHIMMH TOJaMHU.
Hpyrue BIIP, kak BIIP cepaeuno-cocynucroii
CUCTEMBbI, MOUYEIIOJIOBOM CUCTEMBI, KTy TOUHO-
KHILIEYHOTO TPaKTa BCTPEYAIUCh B MEHBIIUX

Cly4dasix.

SAKVIIOYEHUE

CpaBHUTENbHBIN

aHaJInu3

paboThl

MpEHATATBHOM CITY»OBI MOKa3aja JOCTaTOYHO
00BEMHYI0 €€ 3HAYUMOCTh I10 BBISBICHHUIO
BIIP mnoma. BeisiBasemocts BIIP pacrert:
1,3%-1,2%-1,4%, HO BCe paBHO OCTaeTCA

OYeHb HHU3KOH.

KonuuectBo mnpepbiBaHui

oepemenHocteir ¢ BIIP, HecoBMecTHMMBIX ¢
*u3Hblo, HE 100%, HEmoaHoe, YTO TOBOPUT

0 HM3KOM OCBCAOMJICHHOCTHU

HaceJIeHus O

rJ100anbHOM MEIUKO-COIMANbHON Mpodieme.
Jlannbie mpepbiBanuii 6epemennoctu ¢ BIIP
nociie 22 Heieab TOBOPST O MPOJIOHTUPOBAHUH
CpoKa OepeMEeHHOCTH CaMUMU MallMeHTKaMH,
TEM caMbIM CcoO37aBasi Yrpo3y sl CBOei

JKHN3HU.

KonnuectBO pomuBHIMXCS — JeTei

¢ BIIP, ymepmmx B cpoku 0-6 CyTOK,

MEPTBOPOKJICHHBIX,
pocte

HE H3MCHUJIIACH.
KOJIM4YECTBa

TaKxe
HEOHATAJIbHOU

TOBOPHUT (6]

U MIIQJIEHYECKOU
3a00J1eBa€MOCTH U CMEPTHOCTH.
Crpyktypa BIIP 3a ykazanHble mepuobl

OtMmeuaeTcs YBCIIUYUCHUC

MHOX>XCECTBCHHBIX IIOPOKOB

YMEHBIIMIOCH KOJIMYECTBO TOPOKOB PAa3BUTHUSA
JIMLIEBOIO CKeneTa. J[aHHbIe aHa3a TOBOPAT O
BO3MO’KHOH CBSI3U HEKOTOPBIX CYIIECTBYOLINX
¢dakropoB B Hamiei obiactu ¢ poctom BITP
IUI0/1a: KPOBHOPOJCTBEHHBIE OpaKH, HaJIHMIUE
1 100bI9a BPEIHBIX U OpraHW3Ma METaJLIOB,
BbICOKasi MMHEpanu3alusi MUTbEBOM BOJbBI U
T.J.

Takum oOpa3om, JaHHas mpobiema ocra-
€TCsl aKTyaJIbHOM B COBPEMEHHOM aKyILEPCTBE
U TIEPUHATOJIOTUH, OCOOEHHO AacleKThl Kade-
CTBEHHOM IIPEHATaJlbHOM JAMATHOCTHUKH, IIO-
CKOJIBKY IPHOPHUTETHAs 3aJada HAIIEro rocy-
JlapCTBa — TO OXpaHa 30POBbSI MAaTEPUHCTBA
u nerctBa. Jlaxke cBOE€BpeMEHHBIH Y3-CKpH-
HUHT ¥ OMOXMMHYECKHH aHalM3 KPOBU Ha
COOTBETCTBYIOIIME TOPMOHBI, HE BCEINa IpPH-
BOJIUT K YCIIEITHOMY PE3YJbTaTy, OCTaBIIsAsI BbI-
ABJIIEMOCTh AHOMAJIMM Ha HEBBICOKOM YPOBHE.
[Torck cOBpeMEHHBIX, JOCTOBEPHBIX, HEMHBA-
3UBHBIX METOJOB JHMAarHOCTUKH MOPOKOB pa3-
BUTUS IJIOJA B PaHHHE CPOKU OEpEMEHHOCTH
ABJISIETCS. BAXKHBIM  OTAllOM  MCCIIEIOBAHUSA
ATON CJIO)KHOM M MHOTOIPaHHOM MPOOJIEMBI.
HemanoBaxHbIM Takke SBISETCS U MOATO-
TOBKa crnenuaiuctoB Y3M BBICOKOro Kiacca,
UCIIOJIb30BaHNE MHHOBAIMOHHON TEXHHUKH, a
TaK)K€ MOMCK HOBBIX OMOXMMHUYECKHX MapKe-
POB BPOXKJEHHBIX T€HETUUECKHUX MOJIOMOK [5].

Ho Hexoropble BpOXIEHHBIE MOPOKU

pa3BUTHUS  MOXHO U TPEAYNpexXJIaTh.
OCHOBHBIMU ~ 3JIEMEHTaMHU  IPOPUIAKTUKU
ABJIAIOTCS, B YaCTHOCTH,  BaKIUHAIMS,

a/ZleKBaTHOE MoTpedseHne (POoIreBON KUCIOTHI
WJTU 012 TIOCPEICTBOM 00OTaIIEHHUSI OCHOBHBIX
MMPOAYKTOB IMUTaHUsA HNJIN oOecrieyeHus
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MUIIEBBIX 100aBOK, a TakKiKe HajyIeKaIias
JOpOoJIoBasi TOMOIIs 6epeMeHHBIM. OcOo0eHHO
aKkTyaJbHa 3Ta MpolOiiemMa B Tpynmax pHUcCKa,
KOTOpbIE JIOJDKHBI OBITh C(HOPMHUPOBAHBI B
npoliecce TMpeArpaBUAapHOrO 00CIETOBAHUS
U TIOATOTOBKU KCHIIMH K 3aIUIaHUPOBAHHOM
OepeMeHHOCTH. A TpU POXKACHUU JETEH ¢
BIIP HeoOxonuMma pa3BuTas NeAMAaTpUUECKast
XUPYPrus Uit 00eCTieYeHHsI CBOEBPEMEHHOTO
JICYCHHUS.

3. Kyanowikos E.V., Anemyxambemosa
CK., Kymazyn MIK., Monoaxkapwvizoea
AJK.  BpoowcOennvie  nopoku — pazeumusi:
Kraccugukayus, — NPUYUHbIL,  MEXAHUZMbL
gosHukHogenus. // Becmnux KazHMY. 2018. -
Nel. — C.469-473.

4. bBecumbexosa JIM., Anuesa
O.H., Cynetimenosa K.V., Tacmanbexosa
LI A., Baikyoexosa A.Y. Onmumuzayus
NPEeHamanbHou OUACHOCMUKU — BPONCOEHHBIX

Jumepamypa NOpPOKO8  pazeumus Nniooa U  60NPOCH
1. Anexcecsa  PJI Bpooicoennsie npoenozuposanus. // Becmnux KazHMY. -
' - 2015. - Ne2. - C.6-8.

nopoku  pazeumus,  npoguiakmuxa. // 7 PT 4 SH
Dopym. Meouyunckue Hayku. Tromenckuil 3. Ineyswcan o auesa e
. Mamwvipbexosa CV, Anuesa KK

eocyoapcmeentulil yHusepcumem. — 2017. —
C 48-51. Cosepuwencmeosanue NPOCHO3UPOBAHUS
2. Hosuxosa C.B., Kyuenxo JLA 8DOHCOECHHBIX u HACNe0CMEEHHbIX
Mepeuunas  npodunakmuka  GpONCOeHHbIX 3abonesanui. // Baneonocus. 30oposve,

bonesns, 6viz0oposnenue. — 2022. - Nel. —
C.199-202.

nopokog pazsumus. // PMJK. Mamv u oums.
2015. - T.23. - Nel. — C. 25-28.

VIIK: 618.2-07

OIIBIT IPUMEHEHUS QF-PCR ITPU ITPEHATAJIBHOM JETEKIINN
AHEYILUIOUJUHN U3 KJIETOK AMHUOTUYECKOM )KUAKOCTH

K.M. XKabakosa, A.B.bopoBuxona, A.A.EcenraeBa, [.)K. AbunbauHoBa

PT'TI «bonbauia MeaunmacKoro 1ieHTpa Ynpasienus nenamu [Ipesunenrta PecryOnmku
Kazaxcran» Ha I11XB,

r.Acrana, Pecrryonuku Kazaxcran

AHHOTAIIUA. Hosas wmeroguka KO®-IIIIP umeer psa mnpeuMyliecTB, KOTOpBIE B
JabHENIIIEM TI03BOJIST YBEIMYUTH KOJMUECTBO 00CelyeMbIX MAI[MEHTOB: JAJIs aHAIu3a TpeOyeTcs
TOJILKO HEOOJIBIION 00bEM aMHHOTHYECKUX KUJKOCTEH; MPOBEJICHNE aHaIN3a BO3MOXKHO ¢ 9 1o
28 nenemo 6epemenHoctd; 100% TOYHOCTH Al OOHAPYKEHHsS OCHOBHBIX ayTOCOMHBIX TPHCO-
muit (cunzapom Jlayna, DnBapaca u Ilaray); cnenupuuHOCTD ONpeeeHue HaJUYusl OCTaIbHBIX
XPOMOCOMHBIX 3a0oyieBaHMi y mmioga cocraBisier 99.8%; mpu HEOOXOJUMOCTH, BO3MOXHO
IPOBECTHU ONpeeIeHNE MoJla pedeHKa, pe3yc-(hakTopa U TECTUPOBAHUE Ha HATTMUME MYTaIUH psiga
HACJIC/ICTBEHHBIX 3a00s1eBaHUil (MYKOBHUCIIM/I03a, HEWPOCEHCOPHOM TYrOyXOCTH, CHHHAJIbHOMN
aMHOTPO(HH U Jp.); AHAJIU3 MOXKET ObITh BBIIIOJHEH B TEUCHUU 48 4aCOB ¢ MOMEHTA MOCTYIUICHUS
o0pa3ia aMHUOTHYECKON )KUKOCTU B JTAOOPATOPHIO.

Kniouegvie cnosa: nipenatanbHasi JUAarHOCTUKA, XPOMOCOMHAsI ATOJIOTHSI, KOJIMYECTBEHHAS
dyopecuenTHas nonuMepasHas nenHas peakuus (KO-I1LP).

TYWUIHJAEME. AMHUNOTUKAJIBIK CYUBIKTBIK KACYILIAJIAPBIHAH
AHEVIUIOUJUAJIAPIBI ITPEHATAJIbIbI AHBIKTAY KE3IHIAE QF-PCR KOJIJJAHY
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TOXIPUBECI. JKabakoBa JXX.M., bopoBukoBa A.B., EcenraeBa A.A., AGunpaunoBa [.K.
«Kazakcran Pecriy6mukacet [pesnnenti Ic backapmacet Meauunna OpTanbiFbIHBIH AypyXaHachD»
KK PMK, Acrana k., Kazakcran PecryOinkacsl.

CO-IITP xana oicTeMeci 3epTTENeTiH MaUeHTTEP IIH CaHbIH OJIaH opi ApTTHIPyFa MYMKIH/IIK
Oeperin OipkaTap apTHIKIIBUIBIKTapFa HWe: Taljgay YIIiH aMHUOTHUKAIBIK CYHBIKTHIKTHIH a3
FaHa KeJIeMi KaXeT; KYKTUTKTIH 9-28 anrtachl apaibIFbIHAA Talgay XYprizyre OoJajibl, HETi3ri
ayrocomabl Tpucomusutapasl ([Jayn, OnBapac sxone I[latay cumapomsbr) anmbiktay ymiH 100%
TOIAIK; 1ITEeTi HOPECTeHIH XPOMOCOMAIIBIK aypyJapblHbIH aHBIKTAy epekmeriri 99.8%; xaxer
Oosica, OanmaHbIH KBIHBICHIH, Rh (akTopbiH aHBIKTayFa jkoHE OipKarap TYKbIM KyaJlaiiTBIH aypy-
JTapAbIH (MYKOBHUCIIHII03, CEHCOPIBIK €CTy KaOUIETiHIH JKOFaIlybl, )KYJIBIH aMHOTPO(HSICHI KOHE
T.0.) MyTaIlUsUTAPBIHBIH Oap-KOFBIH TEKCepyre OOMaIbl; Taniay aMHHUOTHKAIBIK CYHBIKTBIK YJTIiCl
3epTXaHara TYCKEH COTTeH Oacrar 48 carar iliHae KYpri3iTyi MyMKiH.

Tyitin ce30ep: npeHaTan (bl TUAarHOCTUKA, XPOMOCOM/IbI ITATOJIOTHs, CaHIbl (DITyOpPECIEHTIK
nonumepaszbl Ti30ekTi peakuus (CO-IITP).

SUMMARY. EXPERIENCE OF USING QF-PCR IN PRENATAL DETECTION OF ANEU-
PLOIDY FROM AMNIOTIC FLUID CELLS. Zh.M. Zhabakova, A.V.Borovikova, A.A.Esentaeva,
G.Zh. Abildinova, RSE «Hospital of the Medical Center of the Office of the President of the Re-
public of Kazakhstan» on the PCV, Astana, Republic of Kazakhstan.

The new QF-PCR technique has several advantages that will further increase the number of pa-
tients examined: only a small volume of amniotic fluid is required for analysis; analysis is possible
from 9 to 28 weeks of pregnancy; 100% accuracy for detecting major autosomal trisomies (Down,
Edwards and Patau syndrome); the specificity of determining the presence of other chromosomal
diseases in the fetus is 99.8%; if necessary, it is possible to determine the child’s gender, Rh factor
and testing for the presence of mutations in several hereditary diseases (cystic fibrosis, sensorineu-
ral hearing loss, spinal amyotrophy, etc.); the analysis can be performed within 48 hours from the
moment the amniotic fluid sample arrives at the laboratory.

Keywords: prenatal diagnosis, chromosomal pathology, quantitative fluorescent polymerase
chain reaction (QF-PCR).

BBEJIEHUE

Kaxnapii rox B MHpe poxkaaercs
okojo 135 MWJUIMOHOB HOBOPOKICHHBIX,
3% W3 KOTOPBIX CTPaJalOT OT CEPbE3HBIX
CTPYKTYPHBIX  BpPOXICHHBIX  Je(eKToB.
DTO JNOXHUTCS TSDKENBIM SKOHOMHYECKUM H
TICUXOJIOTHYECKUM OpeMeHeM Ha o00IIecTBO
n cembto. [loaToMy ObICTpas M TO4YHas
JIMAarHOCTHKA XPOMOCOMHBIX abeppariuii mioaa
CTaHOBHTCS BCe 00JIee BAYKHOM JUIs1 yCTpaHEHHS
OECITOKONCTBA MaTepyd M CHUIKCHHUS YaCTOTHI
POK1a€MOCTH aHOMAJIHHBIX TUIOJOB. [1]

30JI0TBIM  CTAaHIAPTOM  JAMATrHOCTHKH
XPOMOCOMHBIX aHOMAlMi IJIoJa IO CHUX
Mop SBJISIETCS KApUOTHUI, TIPU KOTOPOM
AQHATM3UPYIOTCST  KIETKH, W3BJICUCHHBIC W3
AMHHOTHYECKOW >KUIKOCTH, BOPCUH XOPHOHA

WY KJIETOK I1areHThl. C ero MOMOIIHI0 MOYKHO
JIMarHOCTUPOBATh (PETATBHYIO XPOMOCOMHYIO
AHEYTUTOUIUIO, TIOJHUILIOUANIO, AHOMAJBHYIO
0aJaHCOBYIO CTPYKTYPY, XHMEpBI, a TaKxKe
JIeJIeIUU U JyTUIMKAIUU pa3mepoM oomee 10—
20 M6. Onnako TpeOyeTcsi KyJabTypa KIETOK,
M y METOJ]a €CTh MHOTO HEJOCTaTKOB, TaKUX
KaK JUTUTEIbHOE BpeMsi OOHApYKEHUS, HU3Kas
MPOIYCKHAsI CIIOCOOHOCTh M HEBO3MOXHOCTb
oOHapy»xeHus Bapuanuil yrcna konuit (CNV)
Hiwke 5 MO. [2,3]

Heunga3zuBHoe MPEHATAIBHOE
tectupoBanue (HUIIT) cranoButcs Bce
Oonee mMOMyJspHBIM BO BCEM MHpe, U
PBIHOK €r0 €XerogHo pacteT. B ocHoBe ero
MOIYJIIPHOCTH ~ JISKUT OTCYTCTBHE PHCKa
BBIKH/IBIIIA U PAHHHUNA CPOK OEPEMEHHOCTH /ISt
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pe3ynbpTaToB CKpuHUHTA. OIHAKO, HECMOTPS
Ha nnpenmyuiectsa HUIIT, aTo Bee eme ToapKO
CKPUHHUHTOBBIA TECT, M JJs TOCTaHOBKHU
OKOHYATEJILHOTO  JMarHo3a  aHeyIUIOWIUU
wioga HEoOXOJUMO TIPOBECTH WHBA3HBHBIN
tecT. [Ipy TpoBeneHUU WHBA3UBHOTO TECTA
BO3MOXKHBI ~ 3KCIIPECC-TEHETUYECKHE TECTHI
c KOJINYECTBEHHOMN ¢ryopecuieHTHOI
nosimMmepasHoit nenHoit peakuueit (QF-PCR)
WK TeCTaMu (ITyOpeCleHTHOU THOPHIN3aIuN
in situ (FISH). Dto moxeT 3aHaTh 2—3 nHA
JUTst orieHKu XxpomocoM 13, 18 u 21, a Takxke
MOJIOBBIX XPOMOCOM. B kauecTBe albTepHATHBBI
MO>KHO BBITIOJTHUTH TIOJHBIA KapUOTHII, IS
MOJTyYeHUs] pe3ysibTara KOTOPOTO MOXKET
notrpeboBatecs 2—3 Henmenu. [4] [loatomy B
CiIydJasix, rje TpeOyeTcsi CpOYHOE BBIMIOTHEHHE
anammza QF-PCR craHoBuTCS HEe3aMEHUMOM

METOIUKOM.
OcHoBHAasA 4acCTh: KomnuectBeHunas
dyopeciieHTHas ~ TOJMMeEpa3Hast — IIeTHast

peakuust (QF-PCR) Bximrouaeramrumdukaruro,
oOHapy»XeHHE 1 aHAJIN3 IT0CJIEJ0BATEIbHOCTEN
JHK, ciennpuaHbIX JUITXPOMOCOM, H3BECTHBIX
KaK TEHETUYECKHME MapKepbl WIH Majble
tangeMubie noBTOpel (STR). Ilpumenenue
aHaJM3a KOPOTKHUX TaHAEMHBIX IIOBTOPOB
(STR) nns  oOHapyXKeHUS aHEYIUIOUJUU
OBLIIO BIEPBBIE MPOJAEMOHCTPUPOBAHO DJEWH
Mbuchunn B 1993 r. [5], koTopas ommcana
Tpucomuto 21, Tpucomuto 18 u Tpu reHoTuna
X B JJHK, mnomydeHHON K3 aMHHOTHYECKOU
xuakoctu. Pazpaborka u Bamupauus B 1990-
€ ToJibl MPUBENIN K HOSIBJICHUIO NIEPBBIX YCIIYT
npeHaTaJIbHOW AMArHOCTUKH Ha ocHoBe QF-
PCR, kotopeie Obutn omnmcanbl B 2001 roxy
[6,7,8]. braronapsi BieuaTisitoneld CKOPOCTH
METO/1a, 3KOHOMUH MaciliTada, MUHUMaJIbHbIM
TpyJo3aTpaTaM M 3arpaTaMm Ha aHanu3, QF-
PCR 3amenun ananu3 wuHTep(da3HBIX sAEp
dyopectieHTHOW THOpHAM3anuei in - situ
(FISH) nansa npenaTaidbHOM  JTHarHOCTHKHU
AQHEYIJIOUIUU B OOJBIIMHCTBE €BPONEHCKUX
CTpaH, HEKOTOPBIX CTpaH HOxHoi
AMEpUKH W aBCTPAIMHCKUX J1aOOpaTOPHSIX.
Ony0nmKoBaHbI MHOT'OYHCJIEHHbIE
UCCJIEIOBAHMUSI C MOJAPOOHBIM ONHMCAHUEM
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yenemHbix yeryr QF-PCR wu anmammsa 6o-
gee 100 000 mnpeHatanbHBIX 0OpPa3IOB
[8,9,10,11,12,13]. Coobmanochk 0 pa3iandausx
Mexnay pesynsrataMu QF-PCR u pesynbrara-
MU KapHOTHINA JII XPOMOCOM, IPOTECTHPO-
BaHHBIX ¢ moMoIpl0o QF-PCR, 00bI4HO Tam,
IJI€ OIUH TECT BBISIBJIAET MOJHYIO TPUCOMHIO,
TOrna Kak Jpyroll BBISABISET MO3aWLIU3M;
TaKHe pas3Jinyusi, BEPOATHO, CBA3AHBI C pa3iiu-
YUSIMH B TECTUPYEMOM MaTepuaie (Hanpumep,
1enasi HeKyJabTUBHpYeMasi TKaHb II0 CpaBHe-
HUIO C KJIOHAJBHBIMM TMOMYJSLMUSIMH KYJIBTH-
BHUpYeMbIX KIeTOK).[14]QF-ITL[P Obut BBencH
B HanmoHnanbHyto city:x0y 31paBOOXpaHEHUs
Benukoopuranuu (NHS) xak yTBep:KIeHHBIH
muarHoctuaeckuid Tect B 2000 . [15] u ¢ Tex
[Op BBEJEHBI B JIPYTHE€ T€HETUYECKHUE IICH-
Tpbl BenukoOputanum, a Takxke IpeiaracTcs
JacTHOM mopsiaike B BenukoOpuranuu u B EB-
pore.

Ogaum  u3  npeumymects  QF-PCR
nepex APYTMMH MOAXOJaMHU i OBICTPOro
OOHapy>KEHHsI aHEYIUIOWJNUU SBISETCS €ro
CIOCOOHOCTh  ONPEAETUTh  O0COOEHHOCTH,
CBSI3aHHBIE C MPEHATAIBFHBIMU 00pa3lamH,
TakMe Kak MO3aMlM3M U KOHTaMUHAIUs
MaTEpPUHCKUMH KJIETKaMH. AHaJIu3 T'€HOTHNA
00pa31ano3BoIsSET ONPEASIUTh, MPUCYTCTBYET
Iu  Oojiee ONHOM KJIETOYHOM JIMHHH, 4YTO
MO’KET yKa3blBaTh Ha MO3aUIIM3M 00pa3lia uin
KOHTaMHUHAaIMI0 MaTEPUHCKUMHU KJIETKaMH WIH
MOKET TPEICTABIATh COO0OW ONM3HELOBHIE,
XuMepHble Wi BHemHue ucroyHuku JIHK;
MO3auIM3M M KOHTAMMHALUs MaTEPUHCKUMH
KJIETKaMU JaloT XapaKTEpHbIE aJlIeJIbHbIE
MaTTepHBl U OOBIYHO MOTYT OBITH YBEPEHHO
Kiaccu(uupoBanbl. ['@HOTHIT Takke MOXKHO
WCIIOJIL30BaTh JIJISl MISHTU(UKAUK 00pasia
IyTEM CpPABHEHHS CO BTOPOM AJIMKBOTOU
HCXOJHOro o0paslia Wi MaTepUHCKUM WM
OTIIOBCKUM T'€HOTHUIIOM. [16]

MATEPHUAJI U METO/bI
IIpoBeneH pETPOCHEKTHBHBIM — aHAIIN3,
UCCIIeIOBaHM, KOTOpbIe OblTu B Jlaboparopuu
MEPCOHAIU3UPOBAHHOM T€HOMHOU
nuarHoctukn BMIL V/II PK B mepuon ¢



BECTHUK MEJMLIMHCKOI'O LEHTPA YITPABJIEHUA JEJAMUTIPE3UJEHTA PECITY BJIMKH KASAXCTAH, Ne3 (92),2023

2019-2022 roa. Crout ormeTuts, uro JIIIT'J]
HE SBIETCS TNPOQWIBHBIM  YUPEKICHUEM
[0 BOIIPOCAaM IIpPEHaTaJIbHOW JMATHOCTHKH,
[I03TOMY KOJIMYECTBO MAIMEHTOB MEHBIIIE
OKUJAEMOI0 KOJIMYECTBA HYKIAIOIIMXCS B
uccienoBaHuu B 1einoM no crpane. QF-PCR
aMIUTUUIMPYET — ONpPENENIeHHBId  CEeTMEHT
uHTepecyromieit xpomocomsl (13, 18,21, XuY)
B oOpaste JIHK u3 aMHuOTHYECKOM )KUTKOCTH,
MIOJIyYEHHOM IIyTEM aMHHUOLIEHTE3a, TaKXKe
B KauecTBE MaTepuana JJjs HCCIIEJOBAHUS
MOTYT OBITH MCIIOJIB30BaHBI 00pa3Ibl BOPCUH
XOpHOHA, WIM W3 JPYyTuX 0O0pa3loB TKaHEH
WM KPOBH HOBOPOXAECHHBIX WM B3POCIHbIX,
HO B paMKax JaHHOW CTaTbH pedb OyJeT UATH
TOJILKO 00 amMHHOTHYecKoW >kumkocth. QF-
PCR ananu3 cTan BO3MOXHBIM C IMOSIBIICHUEM
aBTOMATU3UPOBAHHOTO KalUJUISIPHOTO
anekTpodope3a QIIyOPECIICHTHO MEUYCHHBIX
¢parmentoB PCR. IlpaiimMepsl, momMeyeHHbIE
¢iryopecueHIel, CBA3BIBAIOTCS C KaxIOH
I10CJIEZI0BATEIbHOCTHIO-MULIEHBIO, 4TO
no3sossier JIHK-nonumepase permnupoBarthb
¢dbparmMeHT (enn) u CHUHTE3UPOBATH
JIBYXIETTOYECUYHYIO JHK. [TponyxTsl
00pabaTpIBalOT Ha CHCTEME KaIlMJUISIPHOTO
anekTpodopeza W Pa3neNsIOT 1O pazMepy,
TaK YTO KaXIbIM MUK SBISIETCS IMPOTYKTOM
aMIUTUGUKAIIMA ~ ONPEACNCHHOTO  30HIA.
WHTeHCHBHOCTE  (IIyOpPECLIEHTHOTO CHUTHAJIA
U3MEpSETCS C IOMOIIBI0  KOMIIBIOTEPHOM
CUCTEMBI JIsI OTIpEeIeNIEHUS KOJIMYECTBA KON
JUI  KaXJO0M I0Cie0BaTeIbHOCTH-MULIEHH

Plot settng: [Devyser Complte v2 ~@ | reesls ]| @EDOEEN | EXDu | W@ | D
m+ W @ vs| &

U, CJENOBATENIbHO, JJI1 KaXJI0H XpPOMOCOMBI
[17]. Pe3ynpTarhl 3TOrO MeETOJMA OBIBAIOT
KaueCTBEHHbIMU  (M3MEHEHHE  CTPYKTYpBI
XPOMOCOM) U KOJIMYECTBEHHBIMU (KOJIHMYECTBO
xpomocom) [18].

Cama METOUKA IIPOBEJICHUS
UCCIIEIOBaHMsI 3aBUCUT OT IIOCTABJIIEMBIX
peareHToB, HO OOIIMe MPUHLIUIBI OJJUHAKOBBI
s Bcex. B mameit mabGoparopum JITHK
U3  KIETOK aMHHUOTMYECKOH  JKHUIKOCTH
BBIJICJSUTUCH C TIOMOIIbI0 Habopa PureLink™
Genomic DNA Mini Kit (Thermofisher, USA)
COMIaCHO TPOTOKONIy Tpou3Boautens. [lanb-
Heimass o00pa0oTKa MJaHHBIX TOJTYYEHHBIX
aMITTU(HUIMPOBAHHBIX  30HIO OCYIIECTBIIS-
jmack ¢ nomoinbio ananuzaropa 3500xL AB.
IIpu mHTEprpeTalM JaHHBIX HCIOJIb30BAJIN
npwioxkenne GeneMapper 5. DTa meToauka
MIO3BOJISIET M3MEPATh MHTEHCUBHOCTH aMILIM-
(GUIUPOBAaHHBIX (PITYOPECIIEHTHO MEYEHHBIX
¢parmentoB JIHK paznmuynoit 1iauHbI (KOpPOT-
kue TaHiemHble 1oBTOpbl, STR) mist BbIAB-
JIEHUs] OTKJIOHEHUM OT HOPMaJIbHOTO COOTHO-
meHus: uHTeHcuBHocTH 1:1. Hammuwue Tpex
anenei ¢ coorHomenuem 1:1:1 (Ha pucynke
1 oTMe4eHO cTpenkaMM) WU JABYX ajuiesiel ¢
cootHomeHnneM 2:1 (Ha pucynke 1 o0BeneHO
B KpyT) Wi 1:2 CBUIIETEIBCTBYET O TPUCOMHH/
TPUIUIOWU]IUH, & YCTONYMBBIA MOHOAJICIIbHBIN
NaTTepH BCEX TECTUPYEMBIX MapKepoB JIs
JTAHHOW XPOMOCOMBI CBHUJIETEILCTBYET O MO-
HOCOMHH B aHAJTU3UPYEMOM 00pas3IIbl.

LRI

PI/ICYHOK 1. TpI/ICOMI/IH mo 21 XpOMOCOMCE, COBIIAAACT IO BCECM IMPCACTABJICHHBIM MapKepam
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PE3YJIBTATBI U OBCY/XKJIEHUE

Pesynbratsr: Hamu OBLIO
IPOAHAIU3UPOBAHO 73 oOpasua
aMHUOTUYECKOH kujIkoctu B mepuon ¢ 2019
no 2022 roxa. Pe3ynbpTaThl IpelncTaBIEHbI B
tabnuue 1.

QF-PCR KonnuecTtBo
46, XY 32
46,XX 34

47,XX,+21
47,XY,+21
47,XY,+18

46,XX,dup13.21
Taoauma 1.

— = DN | W

Ob6cyxnaenue:

VYuuTeiBas OBICTPOTY BpeMEHH 00pabOTKH
U MEHbLIEH CTOMMOCTH 10 CpPaBHEHHIO C
TPaJULMOHHBIM KapuoTunupoBanue™m, QF-
PCR Moxer paccmaTpuBaThbcs B KauecTBe
QJIBTEPHATUBHOTO TECTa Ul BBISBICHUS Kak
npe-, Tak ¥ MOCTHATAIbHOW aHEYIUIONTUH.

QF-PCR sBnsieTcss HaACKHBIM METOJIOM
BBISIBJICHUSI TPUCOMUN M JIOJDKEH 3aMEHUTb
TPaIULMOHHBI LUTOTCHETUYECKUN aHaIu3
BCSIKUHM pa3, KOIja MpeHaTalbHOe TeCTUPOBa-
HHE NPOBOJUTCS UCKITIOUUTENBHO H3-32 MOBbI-
IIEHHOTO PUCKA aHEYIUIOMJIUH B XPOMOCOMAaxX
13, 18, 21, X unu Y. Kak u B ciiydae Bcex Te-
CTOB, NPEABAPUTEIbHOE KOHCYJIBTHUPOBAaHUE
JIOJDKEH BKITIOYATh 00CYX/I€HUE TPEUMYILECTB
Y OTpaHWYEHMU TecTa. B HayanpHbBIA NEPUOX
UCIIO0JIb30BaHMs OTpedyeTrcss o0ydeHue Meu-
IIUHCKUX PaOOTHUKOB.

CTouT OTMETUTh, YTO OJHUM H3 CaMbIX
3HAYUTENbHBIX oOrpaHudeHuil Meroma QF-
PCR sBnsieTcs HEBO3MOXXHOCTb OIPEIEIIATh
MEXXPOMOCOMHMBIE TPaHCIIOKAIIH,
UHBEPCUM, IOITOMY OH HEM MOXET ObITh

UCIIONB30BAaH I JETEeKUHMH  JAHHBIX
AHOMAJIUM.
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PE3YJIBTATBHI HUTOI'EHETHYECKOI'O HCCJIIEJOBAHMUS B
MMPEHATAJIBHON TUATHOCTUKE

I 1. Komkumbaena, I.K. A6npemena, K.A.Komxkaposa, C.C.AnyapOexoBa
I'KII na I1XB «l'opoackoi eHTp penpoayKIHH YEIOBEKay,

r.Anmarsl, Pecniyonuku Kazaxcran

AHHOTALMSI. B nanHoii cTaThe NpUBEACHBI pe3yIbTaThl IMTOTEHETUYECKOTO UCCIIEA0BAHUS

WHBAa3UBHON TPEHATAILHON JMArHOCTUKHU (Oanee - MII/[) npoBoguMon B TOpoiCKOM IIEHTpe
penpoayKiuu 4enoBeka (Oaree — I'I{PY) r. AnMatsl (2021-2022 2z.). I'IPY Ha-
yajl OCYyHIECTBIISTh CBOIO JiesiTeNbHOCTh ¢ 1987 ropa, ¢ 1989 ropa npoBoauTcs
yABTPA3ByKOBOE HCClieoBaHuEe Miona, B 1991 romy Oblna BHeIpeHa cucTeMa MpeHaTalbHOM
JUCTIAHCEPHU3AINH, CO31aHa KOMHUCCHS JUTsSI PEIICHHs BOIIPOCa O PEephIBAHUN OEPEMEHHOCTH WUJTH
nepeaayy Juist AalibHeHIe mpeHaTalbHON TMCIaHCePU3aliH B )KEHCKHUE KOHCYJIBTAIIUH B KaXkKI0M
KOHKPETHOM Cily4ae. DTO IMO3BOJMIO CBOEBPEMEHHO OKa3bIBaTh MOMOIIb HOBOPOXKIACHHBIM C
JUAarHOCTUPOBAHHBIMU BPOXKJICHHBIMHU TIOPOKAMU Pa3BHUTHs B MpEHaTalbHOM mepuoae. B 1995
roay BuepBeie B Kazaxcrane ObL1 BHEIPEH TPaHCIIEPBUKAIBHBINA METOI HHBA3UBHOM MPEHATAILHON
JTUArHOCTHKHU TpancabaoMunanbhubii Meton MITJI npoBoautcs ¢ 2002 roxa. Ha cerogasamauii 1eHb
I'IPY sBnsieTcst yupekIeHUEM, OCYIIECTBISIONIUM MPEHATANbHBIM 1 HEOHATANbHBIA CKPUHUHT,

75



BECTHUK MEJUMILIMHCKOI'O LEHTPA YITPABJIEHUA JEJAMU IIPE3UJEHTA PECITYBJIMKN KASAXCTAH, Ne3 (92),2023

UITM, MmequKo-reHeTHIecKoe KOHCYITHPOBAHUE MAI[IEHTOB, MMEET BHICOKOKBAIN(UITMPOBAHHBIX
CHELHATNCTOB C MHOTOJIETHUM OITBITOM Pa0OTHI B TIPOBEACHUN PEHATAIHLHOTO CKPUHHHTA.

B nmensix cBOEBpPEMEHHON IUAarHOCTUKU BPOXKJIEHHBIX MOPOKOB pasutus (nmanee -BIIP)
10713, TpeAoTBpaineHus poxaeHus ¢ BIIP, 3a0oneBaeMOCTH M HHBAMAN3AIUN CPEIU ACTCKOTO
HaCeJIeHUs, CHUPKCHMS MIIAJICHYECKON U JeTCKo cMepTHOCTH OT BIIP, miis coBepiieHcTBOBaHMS
NpOBENIEHHsI TPEHaTaIbHOTO CKpUHUHTa B PecmyOnuke KazaxcraH.

Knrwueevie cnosa: mveradazHas KIETKa, KapUOTUI, AMHHMOLICHTE3, ITyHNOBHUHHAs KpOBb,
Bo3pacTHOM (aktop, Y3U Mmapkepsl, OMOXMMHUYECKHE MapKepbl, XPOMOCOMHBIE HApYyIICHUS,
[IpeHaTAJIbHAS TUATHOCTUKA.

TYWUIHAEME. TIPEHATAJIBIAbI JUATHOCTUKAJAFBI IIMTOI'EHETHMKAJIBIK
3EPTTEY HOTUXEJIEPI. Komkumb6aeral'.[l., AoapemeBa l.K., Komkaposa K.A., Anyap6ekoBa
C.C. «Anam penponykiusacbiablH Kanaiablk optaibire» [LDKK MKK, Anmarer k., Kazakcran
PecmyOnukachr.

byn makanana Anmarsl K. (2021-2022 x0k.) AiaM penpoayKITUsCHIHBIH KaJIaIblK OPTaJIbIFbIH 1A
(6yman opi - APKO) xypri3iyieTiH HHBa3UBTI PEHATAIIBIK AUarHocTukanbl (Oymgan opi — UITJT)
[IUTOTEHETUKAIIBIK 3epTTey HoTmxkenepi kenrtipiaren. APKO 1987 xpuiman 6acram e3 KbI3METIH
Oactazapl, 1989 xpurman Oacrarn imTeri HOPECTEre YABTPAABIOBICTHIK 3epTTey XKYpriziayae, 1991
JKBUTBI TIPEHATANBJbl JUCIIAHCEPJICY KYHECl eHTI3UIMI, JKYKTUIIKTI TOKTary HeMece ojaH opi
opOip HaKThI Xkarjaiiia mpeHaTalbbl AUCIIaHCEPIIeY/ll difenaep KOHCYIbTalUsUIapblHa TaIChIPy
MOCEJIECIH LIEeNTy YIIiH KOMUCCHUS KYPBUI/IBL.

byn npenaranbiael KezeHae Tya OITKeH akaynapbl Oap jkaHa TyFaH HapecTeliepre Iep
Ke3iHJe KOMeK Kepceryre MyMKiHmiK Oepmi. 1995 xbuibl KazakcTanma anramr peT WHBA3HBTI
MpeHaTaIb/Ibl JIMATHOCTUKAHBIH TPaHCUEPBUKAIBILI oici eHrizinai, 2002 xburnan 6actan WUIT]]
TpaHCcaOOMUHAIIBIBI 9fic] Kyprizinyne. byriari Tanaa APKO npenaranbabl jkoHE HEOHATAIbIbI
ckpunuHrti, UIJ[, nanuenTrepre MeAUIMHAIBIK-TEHETUKAJIBIK KEHEC Oepy/i JKy3ere achlparbiH,
MpeHaTAIb/Ibl CKPUHUHT JKYPTi3yJie KOl )KbUIABIK TOKIpruOeci 6ap xorapbl OUTIKTI MamMaHAapbl 6ap
MeKeMe OOJIbIIT TaObLIa k.

MakcarpiMbiz Kazakctan PecnyOnukaceiHIa mpeHaTa bk CKPUHUHT JKYPTi3ydl SKeTUIIIpY
yIIiH imreri 6anaHbiH Tya OiTKeH gamy akayiapbiH (Oyaan opi-IBTIA) yakTbuibl fMarHoCTHKAAY,
IBT/IA-MeH Tyynbl, Oanangap apachlHAa CHIPKATTaHYIIBUIBIKTBI KOHE MYTEACKTIKTI OOJIIbIpMay,
IBT/IA-nan cobunep MeH Oananap eJiMiH a3auTy.

Tyiiin ce30ep: Metadasa Kacymachl, KAPUOTUII, AMHHUOIIEHTE3, KIHIIK KaHBI, Kac (DaKTOPHI,
Mapkepiepai  YJI3, OMOXUMHSUIBIK MapKepiep, XpPOMOCOMAJBIK OyY3bUIBICTAp, IPEHATaIbIbI
JTMarHOCTHKA.

SUMMARY. RESULTS OF CYTOGENETIC RESEARCH IN PRENATAL DIAGNOSTICS.
G.D. Koshkimbayeva, G.K. Abdresheva, K.A .Koshkarova, S.S.Anuarbekova, SME «Urban center
of human reproduction», Almaty, Republic of Kazakhstan

This article presents the results of a cytogenetic study of invasive prenatal diagnosis (hereinaf-
ter referred to as IPD) carried out at the City Center for Human Reproduction (hereinafter referred
to as SCHR) in Almaty (2021-2022). The GRCH began its activities in 1987, since 1989 ultrasound
examinations of the fetus have been carried out, 1991 a system of prenatal medical examination
was introduced, and a commission was created to decide on the issue of termination of pregnancy
or transfer for further prenatal medical examination to antenatal clinics in each specific case. This
made it possible to provide timely assistance to newborns with diagnosed congenital malforma-
tions in the prenatal period. In 1995, the transcervical method of invasive prenatal diagnosis was
introduced in Kazakhstan; the transabdominal IPD method has been carried out since 2002. Today,
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the SCHR is an institution that provides prenatal and neonatal screening, IPD, medical, and genetic
counseling of patients and has highly qualified specialists with many years of experience in prena-

tal screening.

To timely diagnose congenital malformations of the fetus, prevent birth with congenital mal-
formations, morbidity, and disability among the child population, reduce infant and child mortality
from congenital malformations, to improve prenatal screening in the Republic of Kazakhstan.

Keywords: metaphase cell, karyotype, amniocentesis, umbilical cord blood, age factor, ultra-
sound markers, biochemical markers, chromosomal disorders, prenatal diagnosis.

BBEJIEHUE
[lenpr0  mpeHaTambHOW  JMArHOCTUKHU
SIBIISIETCS JIMarHOCTHKA XPOMOCOMHOM
MaTOJIOTU U mwioga M npodumaKkTUKa

BPOXKICHHBIX HACJIEICTBEHHBIX 3a00JICBaHUH,
TaK)Ke TPOBOIATCS CIEAYIOUIUE TMPOIETYPHI:
OuOITICUITHBIC MaTepUalIbl XOPHOHA, TUIAIECHTHI
U aMHHOIEHTE3, a TaKke JHUMQOIUTHI
MTyTIOBUHHOM KPOBH IUIO/A, KOTOPHIE OepyTcs
C TIOMONIbI0 WHBA3UBHBIX TMPEHATAIBHBIX
nporenyp y OCpeMEHHbBIX JKEHIIUH' TpyIIbI
pHUCKa (no mMamepuHckomy @akmopy 603pac-
ma, Y3U mapkepam, cvi6opomounvim mapke-
Pam Kposu OepemMeHHbIX IHCeHWUH, HATUYUeM
PebeHKa coO MHOHCECTNBEHHBIMU 8POHCOECHHBIMU
nopoxkamu  pazeumusl, XPOMOCOMHOU
namonozueti u op.).

CormnacHO CTaTUCTHYECKUM JTAHHBIM,

- Ha 1 MecTe 1o KOMUYECTBY MPOBEIEHHBIX
WIIJ] 3aHuMaeT mJiameHTOLEeHTe3, Ha KOTO-
peiii mpuxonutcs 901 mponenypa (55%), u3
HUX BBISBJICHO 74 maronoruii (8,2%).

- Ha 2 MecTe amMHHoOLeHTe3, 451wuc-
cnenoBanuii (27,5%), W3 HHUX BBISBICHO 29
naTojioruu (6,4%).

- Ha 3 mecTe OuoICHUsI XOpUOHA, 274 uc-
cienoBanuii (16,7%), u3 HUX BbIsiBIEHO 41 mna-
tonoruu (14,9%).

- Ha 4 MmecTe KopaoueHnTe3, 10 uccieno-
Banuit (0,6%), U3 HUX BBIABICHO 3 MATOJOTUMA
(30%).

N3 npoBen€HHOro aHaIM3a [0Iy4aeTcs,
yto Beero UIITJ] nposeneno 1636 nanuenram,
U3 HUX XPOMOCOMHBIC HapyIICHHs IJI0Aa
BbIsIBIICHB Yy 147 GepeMEeHHBIX >KEHIIWH, I7Ie
spdextuBaocTs UI/ cocTaBuna 9%.

1 ob6cnemoBaHMe MOMIEKANN 1636 narueHToB

B sTux ycnoBusix, B HacTosIlee BpeMs
Uis  NpO(UIAKTUKM  POXAEHUS JeTed ¢
pa3IMYHBIMH T€HETUYECKUMHU HAPYHICHUSIMHU
pa3paboTaHa npaBuia OpraHU3aUK CKPUHUHTA
Ha OCHOBE IIPEHATAJbHOW JMAarHOCTHKH,
KOTOpasi BKJIIOYAeT B ceOs HEMHBA3HMBHBIC U
MHBa3UBHBIC METO/Ibl MCCIICIOBAHUSI.

HewnnBa3uBHbBIE METO/IbI HA3HAYAIOTCS BCEM
OepeMEeHHBIM JKEHIIMHAM ISl ONpEeAeTICHUS
rpymmnsl puck. OH COCTOUT U3 TPEXKPATHOIO
YIBTPa3ByKOBOIO uccieaoBanus (nanee - Y3U1)
U OIpECIICHUs] MAaTEPUHCKUX CHIBOPOTOUHBIX
MapKepoB (dazree - MCM) nepBoro TpuMecTpa
—UCCIIeI0BaHNE KPOBU MATEPH JUIsl BBISIBICHUS
y IUIola pPHUCKAa pa3BUTHS XPOMOCOMHOM
MaTOJIOTUH.

[Ipu Y3U B cpoku 11-13 Heaennb, 6 aHei
O0epeMeHHOCTH MPOBOIWIN OLEHKY TOJIIMHBI
BOPOTHUKOBOTO TpocTpaHcTBa (Oanee-1BII)
IUI0J1a, JUIMHBI HOCOBOM KOCTH, COCTOSHUS
XOpHOHa; B cpoku 19-21 Henmensi IeTaabHYIO
OLIGHKY aHaTOMUU IIJIOAA JJIsi OOHAPYKEHUS Y
HETr0 BPOXKJICHHBIX TIOPOKOB pa3BuTus (BIIP),
HXOTpapUUECKuX MapKEpOB XPOMOCOMHBIX
6onesneit mnoxa (31’ MXA), panaux ¢opm 3a-
JIEP>KKH Pa3BUTHS, TATOJIOTUH ILIAIICHTHI, aHO-
MaJIbHOTO KOJIMYECTBA OKOJIOIUIOAHBIX BOJ M
1p.; B cpoku 30-32 Henenb BbISABISAIOT TOPOKU
Pa3sBUTHS C MO3HUM IPOSBICHUEM, TPOBOJIST
(YHKIMOHATIBHYIO OILIEHKY COCTOSIHHMS IUIOJA.
Bce BblenepeuncieHHble TOPOKH Pa3BUTHS
apisitoresa Y 3U Mapkepamu.

MCM B cpoke 11-13 nenmenr 6 naneit
OPOBOAAT  JUI  ONpEACTICHUS  YPOBHS
colepkaHusi OenKa, AacCOLMHUPOBAHHOIO C
o6epemenHocThi0 (PAPP-A) 1 Xopuonnueckoro
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roHanorponuHa denoseka (B-XI'Y); PAPP-A,
B-XT'Y - sBIAIOTCS MaTEPUHCKUMH CBIBOPO-
TOYHBIMU MapKepaMmu.

I'pynnsl  pucka cpean  GepeMEHHBIX
KEHIIMH (OPMHUPOBAHBI TIO  CIEIYIOIIUM
MIOKa3aHUSM.

- ¢ BOo3pacTHeIM (akTopoM (B/®@) ot 37
JeT u crapiue. M3BeCTHO, UTO C yBEJIMYEHUEM
BO3pacTa 4eJOBEKa B rameTrax MpPOUCXOAAT
pa3IUYHbIE TEHETUYECKUE U3MEHEHM S, KOTOPbIE
OPUBOASAT K HEPACXOXKJIEHUIO XPOMOCOM
B Melo3¢e W XpOMOCOMHBIM a0epparusm,
YTO SIBISETCS NPUYMHOW pa3BUTHA IJIoAa C
XPOMOCOMHBIMH TATOJIOTUSIMU (cunopom /la-
VHA U Op.);

- ¢ BbIsIBIEHHbIMU ITpH Y3 nopokamu
pa3BuTHA 1IoAa, To ecTb Y3U mapkepamu.
Hanmnumne ogHoro nim Gojee BUAOB MapKepoB
MOYKET CBHJETEIILCTBOBAaTbH O XPOMOCOMHOM
HapyIIEHNH TUI0/A;

- C OTKJIOHEHHUSIMH B YPOBHE COJIEpKaHUs
CBIBOPOTOYHBIX MAapKepOB KpOBU, TO €CThb
OMOXMMHUYECKUX MapKEpOB;

- C HAJIM4YUEM B aHaAMHe3€ OEpEMEHHBIX
KEHIIMH poxaeHus pebenka ¢ MBIIP,
XPOMOCOMHOM ITaTOJIOTHEN U 1P.;

- C YCTaHOBJICHHBIM CEMEHHBIM
HOCHUTEJILCTBOM XPOMOCOMHBIX aHOMAJIUN WIIN
TEeHHBIX MyTalUH.

Ilenpto maHHOW pPabOTBI -  SIBUWIOCH
LIUTOT€HETUYECKOE UCCJIEJIOBAHNE
OMOIICMOHHOTO ~ Marepuajla  XOpUOHA U
IUTALIEHThl, AMHMOTHYECKUX JKUJIKOCTEH, a
TaKkkKe JIUM(OIHUTOB IyNMOBUHHOH KPOBHU
OEepeMEHHBIX EHIIUH C YYETOM pa3IU4HbIX
KJIMHUYECKHUX U JTa0OpAaTOPHBIX TOKA3aHUH.

MATEPHUAJI U METO/IbI

Marepuansl HCCIEI0BaHUS - BOPCUHKHU
XOpHOHAa W  IUIALIEHTHI, AMHHUOTHYECKHE
KHUJIKOCTH, a TAaKXKe JTUM(POLUTHI ITyTTOBUHHON
KPOBH IJI0/1a, KOTOPbIE OBLIIN MOTy4Y€HbI My TEM
ouorncun oT 1636 XEHIMH NpU pa3IUYHBIX
cpokax OepemeHHocTH B TedeHue 2021-
2022 rr. TpaHcabnoMuHanbHasl acnupars,
AMHHOTHYECKasi  JKUAKOCTh M ITyHKITHS
MYTOBUHBI OCYLIECTBISUIACh IO0J KOHTPOJIEM
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V3U annapara.
[Toaxon ayist acnupaluu BOPCUH XOPHUOHA,
IUTAaICHTBI OCYIICCTBJICHBI 3,6[[OMI/IHaJIBHBIM

Iy TEM.

Bri6op MHBa3uBHOM TpOLIETYpHI 3aBUCHUT
OT Cpoka OepeMEeHHOCTH, KIMHUYECKOTO
COCTOSIHUS KECHILUHBI, NoKa3aHui

JUId ~ TPEHATaJbHOTO  MCCIIEAOBAaHUA WU
KBaJM(HUKAUK Bpada-THHEKOJOra M Bpada-
muroreHetnka. C OUArHOCTHUYECKOH IIEIBIO
NPUMEHEHbl aCHHpalii BOPCHH XOPHOHA
B | Ttpumectpe OepeMeHHOCTH, KOTOpas
npoBonutTcs B uHTepBasie oT 10-14 Henenb
OepeMEHHOCTH.

Bo II Tpumectpe OepeMEHHOCTH IS
MIOJTyYEHUS KJIIETOK UCIOJIb3YIOT aMHUOLIEHTES
— YHKOUA  aMHUOTHYECKOW  MOJOCTH
C  LEJbI0  TOJIYYEHUS]  OKOJIOILUIOIHBIX
BO/I. OnTuManbHBI  CPOK  TMPOBENEHUS
IUTalleHTOlleHTe3a - uHTepBan 15-19 Henenb
o6epemenHoctu. IlIaneHTOLEHTe3 MOXKHO
npoBoguts gaxe B Il tpumectpe, HO
YBEIIMYEHUEM CpOKa OEpeMEHHOCTH BOPCHHBI
Xy)Ke TONIAIOTCA AaClHpalud W TEpSIoT
CIOCOOHOCTH K aKTUBHOMY JIEJICHUIO;

Kopaouenre3 - nOyHKOUS  COCYIOB
MYMOBUHBI C IENBI0  TIONYYEeHUS KPOBHU
wiona. ONTUMaNbHBIA CPOK TPOBENEHUS
KopaoueHTe3 — wuHTepBan 20-22 Henenb
o6epemenHocTu. K 3TOMY BpeMeHH IMymoBHUHA
JOCTUTAET OINPEIEICHHOW TOJIIUHBI, YTO
obnmeryaer mnyHKOuO. OO0BEM mMOITydaeMoi
kpoBu 0,5-2,0 M3 B 3aBUCUMOCTH OT
BUJIA JMarHOCTUPYEMOM HaTOJIOTHH)
COCTaBJISIET JIMIIb HE3HAUYUTENbHYIO YacTb
OT (eTOoIUTalleHTapHOT0 00BEMA KPOBOTOKA U
MPAKTUYECKH HE OKAa3bIBAET OTPHULIATEIHHOTO
BnusiHus Ha mwon [FOauna, 2002].

AMHUOIIEHTE3 TIPOBOIUTCS B  CPOKE
OoepemenHoctu  16-20 Henenb, SBISETCS
MIPOCTOM B BBITIOJIHEHUH TPOLEAYPOH, JIETKO

NepeHoCUTCss OepeMEHHBIMH  KECHIIHMHAMH,
MPAaKTUYECKH HE NMeeT ocaokHeHui [Gardner
etal., 2012];

FISH-MmeToOR IS YCKOPEHHOH

JAUarHOCTUKHU HanOoJIee YaCThIX aHCYHJIOI/II[I/If/'I
y miona BHezapeH ¢ 2015 roaa.
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[IpenaransHOE KapUOTUITUPOBAHHE
METOJIOM  YCKOPEHHBIH WM  OBICTPOI
JETeKIUN aHEYIUIOWAWU IUIoAa, JJIsl ITOH
[IETM UCTONB3YIOTCS (biyopeciieHTHas in situ
rudpuanszanuu (FISH). Otor meton no3soisier
Ha/IeXHO ObICTpO (B TeueHue 1-2 mHeil) nerek-
THUPOBATh HanOoJiee YacThle aHEYIUIOUIUH TI0
xpomocomam 13, 18,21, Xu'Y [Wellesley et al.,
2012]. Tubpunuzanus in situ (FISH) coBpemen-
HBIA METOJ MOJIEKYJSIPHO-IIUTOT€HETHYECKOTO
aHaJn3a, ¢ UCIOJIb30BAHUEM XPOMOCOM-CIIEI]-
npuueckux JIHK-30H10B, Ux THOpUAH3AIIH
Ha XPOMOCOMHBIX IIperaparax W ACTEeKIUU
CHTHaJIa C IOMOIIBIO CBETOBOTO MHKPOCKO-
ma ¢ coorBercTByrommMu ¢unsrpamu (Or-
ange, Green, Agva). Metoxg FISH no3Bossier
MPOBOJNTH AHAIW3 YHWCIEHHBIX HapyIICHUH
XpOMOCOMHOTO Habopa Ha Merada3HbIX
IUTACTUHKaX W B  HMHTEP(A3HBIX  sIpax.
[Ipemaparsl HEKYJIBTHBHPOBAHHBIX  KIIETKH
AMHHOTHYECKOH KHJIKOCTH HCIHOIb30BAJICS
JUTSL SKCTIPECC-TUarHOCTUKHA HanboJiee 4acThIX
aneymwonaun  (21;13;18; X; V) wmerogom
FISH. MonekynsipHO-IIUTOr€HETUYECKOE Me-
TOZBI BKJIFOYAOT BCE ATAIbI IUTOT€HETHYECKO-
ro aHaJIN3a, a TAK)Xe MPOBEJCHUE MOJICKYJISIp-
HOW THOpUIM3AIHH in Situ.

B HaIeM LIEHTpE pouenypy
(hITFOpOpPECIIeHTHOM rHOpUIU3AIIH Ha
uHTEepha3HBIX U MeTada3HbIX XPOMOCOMHBIX
npenaparax (in situ) TPOBOAAT, KOMMepue-
ckumu JIHK mpoGamu crneunpudHbMH IS
Pa3IMYHBIX XPOMOCOM M MX YYaCTKOB M3BECT-
HBIX MHPOBBIX ¢GupM VYSIS roroBbie ams
IarHoCTUKU. TexHomorus rudpuau3anuy in
situ COCTOHT U3 CIIEAYIOMINX JTAIOB!

- JIeHaTypauus TpenapaToB XpOMOCOM
npoBomaT B pactBope 70% dopmamuna,
2x20SSC npu temneparype 70°C B Teuenue 30
CEKYH]I, C TIOCIEIYIOIUM ITPOMBIBAHHEM HX B
nByx cMeHax 70° u 96° pacTBOpOB crupTa 1o
10 MUHYT B KaXKJIOM;

- nenarypanuto JJHK mpo0 ocymectsiusitor
NpOTpeBaHWEM B TEUYEHHE S5 MHHYT TIpHU
temneparype +100° Ha BopTekce.

- nerubpuau3anvs Ha WHKyOarope Ooree
16 gacos.

- JETeKIHs Ha (IyOpECHEHTHOM MHUKpO-
CKOIIE.

FISH-meTon mo3Bossier UACHTHQHUIHPO-
Barb cnenuduueckue JHK-nocnemosarens-
HOCTH ONPEAETICHHBIX XPOMOCOM B OOJIBIIIOM
KOJIMYEeCTBEe MHTEP(A3HBIX saep, IpU KOTOPOM
KaKJas XpoOMOCOMa 3aHMMAET OIPEICIICH-
HBI (DOKYCHBIN TOMEH B MHTEpP(a3HOM sIpe
u npu FISH c¢ coorsercrByrommumu JIHK-
30HJIaMU 151 K&KIOH XPOMOCOMBI MOTYT OBITh
MOJIyY€Hbl JAMCKPETHblE T'MOpPHAN3AllMOHHBIE
CUTHAJIBL, COOTBETCTBYIOILIHE YUCILY
KOIIMI OIpEEICHHBIN XPOMOCOMBL.
Ucnone3yrorca kommepueckue JIHK-30HABI
Ha IIEHTPOMEpPHBIE pallOHBl XPOMOCOMBI
18, X u YV wu nokyc-cnenuduunsie JIHK-
30HJBI Ha XpomocoMbl 13 u 21, MeueHsbie
Pa3NUYHBIME (QITyOPOXpPOMAaMHU, YTO TIO3BOJISIET
OJHOBPEMEHHO OLIEHUTh KOJIWYECTBO KOMMIA
HECKOJIBKHX XPOMOCOM B OTHOM HHTEP(a3HOM
anpe. IlpeumymecTBoM  3TOro  MeToaa
ABJISETCA TO, YTO AaHAJIW3 HPOBOJIUTCSA B
Ipenaparax U3 HEKyJbTHUBHPOBAHHBIX KJIETOK
KaK aMHUOTHUYECKON JKUIKOCTU, TaK U BOPCHH
XOpHOHa M 3aKIIUEHUE O HaJIMYUU WIH
OTCYTCTBUM aHEYIUIOWJIMU Y IUIOAA MOXKET
OBITH crenaHo B TedeHue 24-48 vacoB mocie
MPOBEJACHNUSI MHBA3WBHON JIHArHOCTUYECKOU
nponenypst [Liehr, Ziegler, 2005; Ilunoga,
2007; Lim et al., 2010]

PE3VJBTATBI U OBCYXJIEHUE

Pesynbrarsr IIUTOTEHETHYECKOTO
UCCIICIOBAHUA C YYETOM KIMHUYECKUX |
n1abopaTOpPHBIX TIOKA3aTeNeil Mpu MHBA3UBHOM
NPEHATaTbHONH JIMAarHOCTHKE MPEICTaBICHbI
B Tabmune 1. W3 oOcnenoBanubix 1636
OepeMeHHBIX KCHITHH XPOMOCOMHBIE
HapylIeHHus IUIoAa OblIM BbIABIEHB y 147
OepeMEHHBIX JKEHIIUH, YTO COCTaBUIIO 9%.
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Ta6auna 1. Yacrora XpoOMOCOMHBIX HApYIIEHHH Yy 110,12 O€pEeMEHHBIX KEHIIIH C pa3THYHBIMU
KJIMHUYECKUMH U TAOOpaTOPHBIMU MoKa3aTensimu 3a 2021-2022rr.

Ne KosmnuectBo XpoMocoMHBbIE
w/n IMokasamust x MIL 0epeMeHHbIX HapyLIeHHs IJI01a
JKeHIIINH
n % n %

1 B/® 69 4,2 4 3.8
2 B/® 1 6/X MapKepeI 278 17 18 6,5
3 B/®, 6/x mapkepsl u Y3U 78 48 18 23

MapKepsl
4 B/® u Y3U mapkepsl 71 4,3 17 23,9
5 B/X MapKephbl 455 27.8 21 4,6
6 B/x u Y3U1 MapKepsl 228 14 23 10
7 V3U mMapkephl 298 18,2 34 11,4
8 XPOMOCOMHEBIE TIATOJOTUH U 159 97 12 7,6

MBIIP B anamue3se u ap.

Bcero 1636 100 147 -

[Ipumeuanue: n — KOIUYECTBO OEPEMEHHBIX JKEHIIIMH

[{uToreneTnyeckoe  HCCIEAOBAHHE  C
yueToM (pakropa Bo3pacta u BkiItouas BD u
OMOXMMHUYECKHE MapKephl IpoBeaeHo y 347-
(21,2%) 6epeMeHHBIX )KEeHIUH. B 3T0i rpyrmime
y 22 OepeMEHHOW IKCHIIMHBI BBISABICHBI
XpPOMOCOMHBIE HApYUICHHs, YTO COCTaBUIIO
6,3%.

B rpynme pucka mno OHMOXMMHUYECKUM
MapkepaM aHanu3  MeTadasHbIX  KJIETOK
npoBenén y 455 (27,8%) OepeMeHHBIX
xkeHmuH. U3 wvux y 21(4,6%) BBISBICHBI
XPOMOCOMHBIE HAPYLICHHUS TUI0/A.

B rpynne pucka no Y3U wmapkepam
IIUTOT€HETUYECKOTO UCCIIEI0OBAHNUS IPOBECHBI
y 298 (18,2%) OepemenHbIx >xeHIIUH. [lo
S9TUM TIOKa3aHUsAM BbIABIeHO 34(11,4%)
XPOMOCOMHBIX HapyIlIeHUH y M10Aa.

B rpynne pucka 6/x mapkepy u no Y3U
MapKepaM LUTOT€HETUYECKOTO HCCIEAOBAHMS
npoBenensl  y 228 (14%) OGepeMeHHBIX
KEHIIMH, U3 HUX XPOMOCOMHAs IAaTOJIOTHUS
BbIsIBIICHO 23(10%);

B rpynme pucka Bo3pacTHOMY (akTopy
u no Y3 wmapkepaM, LUTOIE€HETUYECKUE
uccieoBaHus  mpoBeneHsl  y  71(4,3%)
OepeMeHHBIX >KeHIIMH. 1o 3TUM mokazaHusAM
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BbIsIBIICHO 17(24%) XpOMOCOMHBIX HapyIICHUH
y IUIoAa, a TaKKe CPAaBHEHUE INOIYYEHHBIX
JaHHBIX II0 XPOMOCOMHBIM HapylLICHUAM
wiona y 78 6epeMeHHbIX JKEHIUH B IPyTIax
pHcKa 1o (GakTopy Bo3pacta, OMOXUMHYECKUM
n Y3U mapkepam B OTIEIbHOCTH IIOKa3aIH
Ooyiee  BBICOKYIO YacTOTy BBISBISIEMOCTH
XpOMOCOMHBIX  HapyumeHut 1o  Y3U
MapkepaM. OJHaKO, 3HAYUTEIbHBIN yAEIbHBIN
BeC (23%) XpOMOCOMHBIX  HapyIICHUH
wiona HaOdogaeTcs MNpH  KOMIUIEKCHOM
HCCIICIOBAHUHU, C y4eToM (pakTopa BO3pacTa,
ouoxumuueckux U Y3U mapkepoB, koTopas B
passbl 00JIbIIE, COOTBETCTBEHHO, YEM HAa OCHOBE
OTAEJIBHBIX ATUX IOKA3aHUM.

Y 159(9,7%) OepeMeHHOH IKEHIIWHBI,
HMMEBILIEH B aHAMHE3€ JeTel C XpPOMOCOMHBIMHU
naronoruamu v MBIIP HanpaBneHHBIX Ha
LIUTOTCHETUYECKOE MCCIIEJOBAaHUE B CBS3HU
C HaJMYUMeM TSDKENbIX 3a0oyieBaHUM Yy
POICTBEHHUKOB, XPOMOCOMHBIE HApyIIEHUS y
10712 BBISIBICHBI - 12(7,6%).

Pesynprarel aHanm3a = YUCIEHHBIX U
CTPYKTYPHBIX HapyLIEHMH XpOMOCOM IUIOZA
NPEeCTaBIICHbI B TAOIHIIE 2.
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Tab6amnna 2. YactoTa u cCieKTp XpOMOCOMHBIX HapyIICHUH Y 1012

XpoMOCOMHBIE HAPYLLICHHUS | n | Yacrora, %
YUCJICHHBIE
Cunapom JlayHa, mpoctas gopma: 79 33,7
Cunnpom [ayHa, MO3anYHasy 2 1,4
dbopma:47,XX,+21[9]\46,XX[9]
Cunnpom DpnBapica, npocrtast popma: 47,XX,+18 24 16,3
i 47, XY, +18
Cunnpowm Ilaray, npocras gopma: 47,XX,+13 6 4
Cunnpom [TaTay, MO3anyHas dopma: 1 0,6
47,XX,+13\46,XX
Tpucomust mo 7 Xxpomocome, Mo3andHas ¢opma: 1 0,6
47,XX,+7\46,XX[20%:80%]
Tpucomuss mo 16 xpomocome, mpocrtas ¢dopma: 3 2
47,XX,+16
Cungpom  IlepemeBckoro-TepHepa, mpocras ) 6,1
dbopma: 45,X0O
Cunapom Tpurio-X, mpoctas popma: 47, XXX 2 L4
Cunapom Tpunno-X, MO3anYHasy 1 0,6
bopmMa:47,XXX/46,XX(90%:10%);
47, XXX\45,X0\46,XX(80%:10%:10%)
Cunnpom Kiaitndensrepa: 47, XXY 4 2,7
Tpucomuss mo 7 xpoMocome, mpocrtas ¢opmMma: 1 0,6
47 XX, +7
Tpucomus o 7 u 13 xpomocome, Mo3anyHast I 0,6
bopma:48,XX,+7;+13\46,XX [80%:20%]
Tpucomus no 18 u X xpomocome, mpocrast 1 0,6
dbopma:48, XXX, +18\46,XX [
Tpucomus no 22 u 21 xpoMocome, Mo3anyHas 1 0,6
dbopma:48,XV,+21;+22\46,XVY [10%:90%]
Tpucomus mo 22 xpoMocome, MO3andHast 1 0,6
dbopma:47, XV, +22\46,XVY [20%:80%]
CrpykTypHBIE
Cunnpom [layHa, TpaHciokaudonHas ¢opma: 5 3.4
46,XVY,t(21;21)(q10;q10);46,XX,t(14;21)(q10;q10)
NuBepcus 9 xpomocomsl, [IPOCTAS ®OPMA: 3 2
46,XY, inv(9)(p13;921)
MapxkepHas xpomocoma: 47,XX,+mar 1 0,6
PeunnpokHas TpaHcnoKauma:46,XV,t(2;5) | 0,6
(qll.1:gq11.1)
Bcero 147 100
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AHanu3 MOMyYEHHBIX JaHHBIX IIOKa3all,
yTo u3 147 BBIABIEHHBIX XPOMOCOMHBIX
Hapymenud 137  ciy4aeB  COCTaBISIIOT
YyuCJIeHHbIe HapyuieHus (93%), a octanb-
Heie 10(6,8%) oTHOCATCS K pPa3IUYHBIM
CTPYKTYpHBIM abOeppammsiM. B 16 ciygasx
0oOHapy>KeHbI HapYyIIEHUS B CUCTEME MOJIOBbIX
xpomocoMm, B 131 B cucreme aytocom, 4TO
coctaBisieT 11% u 89%, coorBeTcTBeHHO. U3
YUCJICHHBIX HAPYLWIEHUW XPOMOCOM BBICOKHIA
YIENbHBII BeC 3aHUMaeT Tpucomus mo 21
XpOMOCOMeE, 4TO cocTaBiseT 53,7%.

3AK/IFOYEHUE

[TomyueHHbIe pE3yNIbTaThI CBUIETENILCTBYET
0 TOM, YTO MAaCCOBBIM JOPOJOBON CKPUHUHT
SIBIISICTCS 3¢ pexTUBHBIM criocobom
BBISIBJICHUS XPOMOCOMHBIX HapyLICHHH IJI0/a.
[Tpu 3TOM Cpeau M30JIMPOBAHHBIX MMOKA3aHUN
HanboJiee BBICOKUNA YPOBEHb OOHAPYKEHUS
ATUX HapyLICHUN oTMe4aeTca Ha ocHoBe Y3U
MapkepoB. B To ke Bpems HOATBEpXk ACHUE
XPOMOCOMHOM NaTOJIOTHH Yy IUI0Aa BbIIIE B 2,5
pa3a Ha OCHOBE KOMIUIEKCHBIX KIMHUYECKUX
U 1a00paTOPHBIX IMOKa3aTesield OTHOCUTEIHHO
V3U mapkepos.

Ananus CIIEKTpa XPOMOCOMHBIX
HapyIICHUH IJI0[]a BBISBUJI 3HAUUTENIBHOE, B
9 pa3, NpeBbIICHUE YUCICHHBIX HapyIICHUN
XpOMOCOM  OTHOCHUTENIBHO  CTPYKTYPHBIX.
Hapyuienus B cucteme ayTocomM HaOIIOIAINCh
yaie, YeM HapylIeHUs B CHUCTEME IOJOBBIX
XPOMOCOM.

Takum 00pazom, MONyYeHHBIE JdaHHbBIE
MO3BOJISIIOT ~ CHIeNaTh BBIBOJ O TOM, 4YTO
UTOTCHETUYECKUE METOJbl  UCCIIEOBAHUS
MO3BOJISIIOT MOATBEPAUTh WM HUCKIIOUYUTH
HaJIMYMEe XPOMOCOMHOMW MaTOJOTHH Y ILI0JA,
U SIBJISIIOTCS. HEOOXOUMBIM JIMarHOCTUYECKUM
3BEHOM B JOPOI0BOI JTUarHOCTUKE
OepeMEHHBIX JKEHIIMH TpyHmnbl pHUCKA U
CHIDKCHUS MJIQJICHYECKOM CMEPTHOCTU OT
BIIP.
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VJIK 615.8

®JIOUTUHI-TEPAIIAA B KOMIIJIEKCHOM CAHATOPHOM
JEYEHUU CTPECCOBBIX COCTOSSHUM

C.U. beiicembaena, JI.111.11Tu6anosa, T.T. PaxmeToBa
Owiman AximonepHoro O6miecTBa «JledeOHO-0310pOBUTENBHBIN KOMILIEKC
«Ox xetmec» «Anmatey, T.Anmatsel, Pecriyonuku Kazaxcran

AHHOTAIUSL. [Tpoananu3upoBaHbl TaHHBIC UCIIOIH30BAHUS (IOUTHHT-TEPANTAN TSI KOM-
TUIEKCHOTO JICYCHHS CTPECCOBBIX COCTOSIHUN B CAHATOPHBIX ycIoBHAX. OOOCHOBAHO HCIOIB30BA-
Hue (IOUTHHT-TEPAINNU U OIICHEeHA ee YPPEKTUBHOCTH MPU KOMITJICKCHOM JICYSHUH XPOHUICCKUX
CTPECCOBBIX COCTOSHUM.

Kniouegvie cnosa: crpeccoBble COCTOSHUS, KOMIIEKCHOE CAaHATOPHOE JeueHue, (pIoRTHHT-
Tepanus, 3PPEeKTUBHOCTD.

TYMUIHJIEME. CTPECC JXAFTAMJIAPBIH CAHATOPHWSUJIBIK KEINEH I EMEY JAETT
®JIOUTUHI-TEPATIUS O/JICI. beiicembaea C.U., IlIubanosa [I.III., PaxmeroBa T.T. «Ox
JKETIEC» eMJICY-CaybIKTBIPY KelleH1» AKIuoHepiaik KoraMbIiHBIH «AnMaThl»y GuiIHaibl, AJMaThl
K., Kazakctan PecryOnukacsr.

Canaropuiific CTPeCCTIK >KaFmaiiapiabl KemeHAl emzaeyae GIOWTHHT-Tepanmusi ofjiCciH
KOJIZIaHYIbIH HOTIKeJepl KenTipiareH. Co3buIMallbl CTPECCTIK JKaFaanIapIbl KeIeH i eMaey/Ie
(hoUTHHT-TEepaNUsIHBI KOJIaHY HET13/IeJTeH )KOHE OHBIH THIMJIUIIT capanTaFaH.

Tyiiin  ce3oep: CTpecc JKaFJaiylapbl, CAHATOPUSIBIK Kemeai emjaey, (QIodThHr-
Teparust, THiMTLTIT1.

SUMMARY. FLOTATION THERAPY IN COMPLEX SANATORIUM TREATMENT OF
STRESS CONDITIONS. S.CH.Beisembaeva, D. Shibanova, T.T. Rahmetova, Branch of the Joint
Stock Company «Medical and Health Complex «Ok Zhetpes» Almaty», Almaty, Republic of
Kazakhstan.

The data on the use of flotation therapy for the complex treatment of stress conditions in sana-
torium conditions are analyzed. The use of flotation therapy was substantiated and its effectiveness
was evaluated in the complex treatment of chronic stress conditions.

Keywords: stress conditions, complex sanatorium treatment, flotation therapy, efficiency.

BBE/IEHHUE CIICIIKA - BCE 3TO B TOM WM WHOW CTENEHU

W3BecTHBIM  (aKTOM  COBPEMEHHOTO OTpakaeTcs Ha IICUX03MOLIMOHAIIBHOM
00IIeCTBASIBIIETCS TO, YTO HAPSKEHHBIA PUTM COCTOSIHMM  4YenoBeka. B pesynbrare
KU3HU JIOICH, COIMalbHbIE W (PHHAHCOBBIC COBPEMEHHOI'O HAIIPSHKEHHOTO TEMIIa KU3HU
CJI0’KHOCTH, HEXBATKA BPEMEHH U MOCTOSIHHAS MOTYT Pa3BUTbCA IIOCTOSIHHBIE  CTPECCHI,
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CUMITOMBI  KOTOPBIX  XapaKTePU3YIOTCS
OBICTPOM  YTOMIISIEMOCTBIO,  CJIa0OCThIO,
YacTOM TOJOBHOH 00/bI0, OECCOHHUIIEH,
KOH()JIMKTHOCTHIO, CKJIOHHOCTBIO K
OJIMHOYECTBY U T.1. [1].

Kanagckum ¢usnonorom I'ancom Cenbe
BIIepBBIe ObLIa chopMyupoBana Konmenmus
cTpecca, KOoTopasi okaszajia 0OJIbIIOE BIIUSHUE
Ha pa3JMYHbIC HAMpPABIICHUS HAYKH - MEIH-
[IUHY, TICHXOJOTHIO, COIIMOJOTHIO W JpyTHe
obnactu 3HaHuii [2]. [IpeanochUIKOM BO3HUK-
HOBCHHMSI ¥ IIUPOKOTO PACTIPOCTPAHCHUS yde-
HUSL O CTpecce MOXKHO CUMUTATh BO3POCIIYIO
AKTyaJbHOCTh TPOOJIEMBI 3aIUTHl YEIOBEKa
OT BO3/ICUCTBHS HEOIArONMpUATHBIX (PaKTOPOB
BHEIIHEW cpeabl [3].

Hapymienue putma MeXIy HampsbKeHHEM
U paccriabiieHueM, KOH(QIMKTBI Ha paboTe |
JIOMa, JUISAIUECS TIPOJIOJDKUTEIBHOE BpeMs,
a TaKXKe BO3JEHCTBUE APYTUX IMOCTOSHHBIX
pasapaxkuTened, K KOTOPBIM YEJIOBEK WU
HE MOXKET OHMOJOTUYECKH aJarTHPOBATHCS
WIH aJanTUPYeTcsl C TPYAOM, TPHBOJIAT K
BO3HUKHOBEHUIO OTPE/ICIICHHBIX 3a00JIeBaHUI
[4-6]. B mHacrosimiee BpeMs cuMTaeTcH,
YTO CTpPECC WUIpaeT OINpEACJCHHYIO pOib B
Pa3BUTHH HWIIEMUYECKOW OOJIE3HU CepIlia,
TUTIIEPTOHHYECKON 0oe3Hw, SI3BEHHOU
00JIe3HH JKeTyIKa W JIBEHAALATHUIIEPCTHOM
KHIITKA, OpPOHXUAIBHONH acTMBI, Pa3IUYHBIX
MMMYHHBIX M aJJIEprUU4eCKUX 3a00JIeBaHUN U
T.1. [7,8].

[Ipu 3TOM OpraHm3M YeloBeKa CTapaeTcs
MPOTUBOCTOSITh  CTPECCOBBIM  SIBJICHUSIM
pa3HOM MHTEHCUBHOCTH. B 1aHHOM KOHTEKCTE
MOKHO OTMETHTh, HYTO aJalTalHOHHBIC
BO3MOXKHOCTH opranusma YeJI0BeKa
OUeHb BBICOKHM, HO He OecmpenenbHbl [9].
[IpudyeM ypoBeHb aganTalvk y KaKIOTO
yenoBeka HMHAMBHIyaleH. COTJlacHO TEeOpuu
IKCTPEMAIIBHBIX COCTOSIHUM, CTpecc — 3TO
Hecnenuuaeckasl — 3alluTHAs  CHCTEMHas
peAylMpOBaHHAs pEakiusi OpraHm3Ma Ha
MOBPEXKICHUSI WJIK yTPO3y MOBpPEKIEHUH [6].

ITocTostHHBIN u POAOJDKUATEIIBEHO
JEHCTBYIOIINN  CTPECCOBBIA  (akTop B
KOHEYHO MTOTE MOKET MPUBECTH K CHHAPOMY
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XPOHUYECKON YCTaJOCTH, JICYEHHUE KOTOPOTO
CUMTAETCS CIIOKHBIM ¥ MHOTOKOMIIOHEHTHBIM
[10].

C 1enbpI0 HUBEIMPOBAHUS OTPULIATEIBHBIX
(akTOpOB  CTPECCOBBIX  SABIEHWA U  UX
MOCTICICTBUM  MpeUIarajuch  pa3jinyHbIe
JIeucOHEIC TEXHOJIOTHH, OJHOU nu3
CYUIECTBEHHBIX U3  KOTOPBIX  SBISETCS
(braoUTHHT (nnm (broaTuHT)-Tepanusl.
@i0aTHUHI-TEepaIns (B AHIJIOSA3BIYHOMN
JTUTEepaType HWCIoib3yercs TepMmuH Flotation-
REST or aurn. float — cB0OOJHO IUIABATH,
neprxkathes HanoBepxHocTH, REST —Restricted
Environmental Stimulation Therapy - Tepanus
OTPaHUYEHHOM CPEIOBON CTUMYIISIIIUN) — 3TO
MeTo (pr3MYecKoro BO3ACHCTBHS Ha OPraHU3M
9eJI0BeKa, BOCHOBE KOTOPOT0 JISKUT CEHCOPHAs
JEeTIpUBAIMA IMyTeM TMOTPYKEHUs B Cpeny,
MOJTHOCTBIO ~ OTPAHWYHMBAIOIIYI0  BHEIIHUE
CTUMYJMpytoye BausHus [11].

[Ipu wuccnenoBaHuu BIUSHHUS (QIONTHHT
(roaT)-Tepanuu oTMeYaeTCsl 3HAUYUTEIHHOE
CHIDKEHHE CTPecCca U yBEJIMUEHUE PeTaKCcalliy.
Pabora ®anmraiina ¢ coast. [12] npu uzyue-
HUH JIaHHBIX 97 NalMeHTOB ¢ HEBPOTUYECKUMHU
paccTpONCTBAMHU TSDKEIION CTETEHU TSKECTH
nokazana, yto floatation-REST crnocobcTBy-
€T OCJIa0JICHUIO CHUMITOMOB TPEBOTH, CTpeEC-
ca M JETIPECCHH B OTKPBITOM KIMHUYECKOM
HCCIICIOBAaHUH.

[To muenuto CumanteeBot O.M. [13],
MEPBOCTENIEHHYI0 pOib  Tpu  (pIOUTHHT-
Tepanuy Urpaer oTcyrcTBue 3(dexra rpaBu-
TaIUH, TTOCKOJIBKY IMAallMEeHT, Oy/Iydu MOTpyKeH
B BOJY, COXpaHSET CBOIO SHEPTHH, KOTOPYIO B
OOBIYHBIX YCJIOBUSAX TPATUT Ha IMPEOIOJICHHUE
COOCTBEHHOMW TSKECTH, YTOOBI MOIAEPKUBATh
TEJIO B PABHOBECHU U 3TA SHEPTHS MOXKET OBITh
HampaB/ieHa Ha BHYTPEHHIOIO JESTEIHHOCTb.
Kpome Toro, paccnabienue, BBI3BAHHOE COCTO-
SIHUEM HEBECOMOCTH, BEJEeT K rapMOHU3ALUHU
pa3InyHbIX YyacTteld mo3ra. Kak nmokasai aBrop
Ha JIeKTpOo3HIeaTorpaMmme, MpaBoe MoIyIa-
pHe - KUHTYUTUBHOE» U 0OBIYHO HAXOAIIEECs
1oJl JOMHHHUPYIOLIMM BIUSHHEM JIEBOTO,
Oonee «paIMOHAIILHOT 0 HOJTyIIapHsi-
HauMHAeT (PYHKIUMOHUPOBATH B TOM K€
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pUTME, YTO U JIeBO€. DTO BOCCTAHOBIICHHOE
paBHOBECHE MEXAy BBICHINMU OTJEIaMHU
MO3ra TPUBOAUT K OoyblIed TapMOHUU
MEXJy KOPOH W JABYMSI APYTUMH OTJEIaMU-
penTWIBHBIM W SMouMoHanmbHBIM.  Co
CBOEH CTOpPOHBI, PETHUKYIsApHas (opmarus,
0CBOOOKICHHASI OT (PYHKIIMK 0TOOpa BHEIITHUX
CHTHAJIOB, JIOITyCKaeT IPOHUKHOBEHHE
HaBEpX MHOXECTBAa BHYTPEHHHUX COOOIICHHUH,
MOJTHOCTHI0 UTHOPUPYEMBIX B IMOBCETHEBHOMN
xu3HU. Kopa TolIOBHOrO MoO3ra HayMHAET
MPUCITYIIMBATECS K OHEHHIO cepAana, K
IUPKYJSIIAA  KPOBU B COCyJax WM Ke
K (YHKIIMOHUPOBAHUIO BHYTPEHHUX
OpPraHoOB, KOTOpBbIE OOBIYHO ABTOMATUYECKH
KOHTPOJUPYIOTCS PENITHIBHBIM MO3TOM.

B canatopHbeIX ycioBusiX (prIOWTHHT-
Tepanusi MPUMEHSUIach B KOMIUIEKCE Jiede-
HUSl CUHAPOMA XpOHUYECKOH ycranoctu [14].
ABTOpaMH OTMEUEHO, YTO JAaHHBIA BHJ Jie-
YeHHUsT B KOMIUIEKCHOW Teparuu CHUHApPOMA
XPOHUYECKOH yCTaJOCTH Jal BBICOKYIO Jie-
4eOHO-pPeadMIINTAIIMOHHYI0 3 (PEKTHBHOCTh
U TIPEJOTBpAIIaeT €€ PEeUUINB, IMOBBIIIAs CO-
MPOTHUBIISIEMOCTh OpPTaHU3Ma K CTPECCOBBIM
Harpy3kam, IOBBIMIAs PadOTOCTIOCOOHOCTh H
yiydimasi caModyBcTBUe. KomekTHBOM aBToO-
POB Ha JaHHBIM CHOCOO JIEYEHUS CHHApPOMA
XPOHUYECKOM YCTAJIOCTH NoslyyeH MIHHOBaLu-
OHHBIN IMaTEHT Ha U300peTEHHE.

C y4eTroM COBpeMEHHOW NMPHUOPUTETHOCTH
MPOOIEMBI CTPECCOBBIX CUTYAIMH U BAXKHOCTH

nux JICUCHU A MMpCAIIPHUHATO HU3BbICKAaHHUCEC,
M3JI0)KEHHOE B HAacTosIIeH padoTe.
MATEPUAJ N METO/bI

B kadecTBe Marepuana HcCCIEI0BaHUS
ucnonb3oBanbl naHHble pmmana AO «JIOK
«Ok xermec» «Anmmately 3a 2020-2022 roasl
M0 BOMPOCAaM HCHOJb30BaHUS  (PIOUTHHT-
TEpaIny B KOMIUIEKCHOM CaHATOPHOM JIEYEHUH
CTPECCOBBIX CUTyallMil y NAlMEHTOB U3 YUCIIa
MIPUKpPETJIEHHOr0 KOHTUHreHTa. Kommieke se-
YeHUs1 BKJIIOYal (IOHTHHT-BaHHY, NPUMEHE-
HUE Pa3JInYHbIX MPUPOTHBIX (HAaKTOPOB (BOAO,
- u OampHEOJEeYeHHE), BUTAMUHOTEPAIIHIO,
pa3HBIX BHJIOB 3JIEKTPOJCUCHUS U JIEUCOHBIIN

Maccax. Pe3ynbrarel (QIOWTHHT-TEpanuu B
KOMIIJICKCHOM JIEYEHUH CTPECCOBBIX COCTOS-
HUW OLICHUBAJIUCh METOAOM aHKETHUPOBAHUS
MTallUECHTOB.

PE3YJIBTATHI U OBCYXJIEHUE
B canmaropmii B cocraBe JnedeOHO-
peadbUIUTAIIHOHHOTO OTJICJICHUS,
(byHKIHOHHUPYET ¢du3noTEpaANEeBTHUECKOE
OT/EJICHUE, BKJIFOUAIOIIEe BOJIO- u
rpszenedeOnuity, kabuner JIDK, xabuner
anmapaTHOW peaduIUTAIINH.
B canaropuii peabunuranus manueHToB

OCHOBaHA Ha TMPHUMEHEHUU MPHUPOJTHBIX
nedeOHbIX  (DaKTOpPOB,  MEIUKAMEHTO3HOM
Tepanuu (IO  TIOKA3aHMSIM),  Pa3IMYHBIX

(GU3HYECKUX METOJIOB JIeUeHHUs: (IJIEKTPO-,
CBETO-, OKCUTEHO- M WHTAJSIUOHHOH, YIIb-
TPa3ByKOBOM, M WHTAIALIMOHHOW TEpaIun),
OanpHOE-, Tpsi3e-, BogojedeHus. Kpome Toro,
B JICYCHUU MAI[MEHTOB NPUMEHSIOTCS Jedeo-
HBIA Maccax, ICUX0-, AMETOTEPATIHSI U JIPyTHE
METO/IBL.

@IIONTUHI-BaHHA TMPEACTaBIsET CcOOOM
3aKpBITYI0 Kamepy, 3allUIIEeHHYI0 OT CBETa U
3ByKa, ¢ 25 CM TEIUIOro (TeMIepaTypbl KOXKH
YeJI0BeKa) KOHIIEHTPHPOBAHHOTO PacTBOpa
aHnmiickoir comu (cynmbdar maraws). ILiot-
HOCTh PacTBOpa IMO3BOJISIET YEIOBEKY JIEKAThH
Ha TIOBEPXHOCTH TaK, YTOOBI €ro JIHUIO U K-
BOT HaXOAMJINCH BBIIIE YPOBHS BONBL. PacTBOp
HACTOJIPKO IUIOTHBIM, YTO TeEpeBOpaYMBATH-
CSl MOXKHO, TOJBKO MPUIIOKUB OMpEeTICHHbIE
yeunusi. YelnoBeK MOXKET CHaTh WM ApeMarh
U HEe OECHOKOMTHCSI O CBOEH O€30MaCHOCTH.
CenexropHasi CBsI3b TO3BOJISIET TUIABAIOIIEMY
obmarkcs ¢ HaOmonareneM. [lo u mocie ceaH-
ca MalueHT MPUHUMAET JyUI, YTOObI yIaluTh
OCTAaTKH COJIU C TIOBEPXHOCTH KOXKH U BOJIOC.

Br1 Ob110 0TMEUYEHO, uTO (DIOUTHHT - Te-
pamusi, 3(p(EeKTUBHOCTH KOTOPOH JOKazaHa
HAyYHO M OHA PEKOMEHJO0BaHA MPH MOBBIIICH-
HOW TPEBOXKHOCTH, CKIIOHHOCTH K HEBpO3aM U
MOXET OBITH IOJIE3€H B KayecTBE MpOQHIIaK-
TUKH MIPH TIpo0IeMax ¢ COMPOTHBIISEMOCTBIO K
cTpeccam. [lanmeHT HaXOIUTCs B COCTOSIHUM,
OJM3KOM K HEBECOMOCTH. DTO MO3BOJISIET pac-
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CJIa0UTh BCE MBIIIIBI, @ TAKXKE CHUMAeT JaB-
JICHHE C MEXII03BOHOYHBIX THCKOB. B cBOIO
odepesib, 3TO MPUBOJUT K HOPMAaJIM3aIMU J1aB-
JICHUSI U CEepJICYHOTO PHUTMA, YIy4IlaeT IMpo-
IIECChl 3aKUBJICHUS TPaBM M TIEPEIOMOB, a
TaKXKe yCTPaHsIET OTEKH.

Eme onHOlt 0COOEHHOCTBIO (DIOWUTHHT-
TEpanuu SBISIETCS CBETO-, U 3BYKOM3OJIALINSA,
II03BOJISIIOIIAsT YETIOBEKYy paccinadbutecs. Tem-
neparypa BOIbI M BO3/1yXa COCTaBISIET Mak-
CHUMaJIbHO KOM(OpPTHBIE ISl yesnoBeka- 34-35
rpajsycoB.

DIIONUTHHT-TEpAINS [IPOTUBOIIOKA3aHA
CTPAJAIONINM SIWICTICHEH, 3a00JeBaHUSIMH
yxa (OTUT, pa3pbiB OapabaHHOW MEPENOHKU U
JIPYrUMU) U cepAla (CTeHOKapaus, HeJaBHUM
CEpJECUHBIN MPUCTYI).

Mbl B IPaKTUYECKOM  JEATEIBHOCTH
B YCIOBHAX KOMIUIEKCHOIO CaHaTOPHOI'O
JICYCHHUS CTPECCOBBIX COCTOSIHUI

MCTIONIB30BaH (prodTHHT-Tepanuio u 3a 2020-
2022 roabl JaHHBIM BUJIOM JICUEHUS OXBA4YEHO
Bcero 2489 yenoBek M3 unciia MpUKperIeHHO-
ro KOHTHHTeHTa (Tabnuma 1).

Tab6auna 1. JluHamuka mnokaszareneil KoJIMYeCcTBAa IMALMEHTOB, MOJYyYUBIIUX (DIOWTHHT-
TEpaIuIO B KOMIUIEKCHOM JIEYEHUH CTPECCOBBIX COCTOSHUN

Fomst Yucio l'lalIuI/IeHTOB, TOJTYYHBIIHX Vieannbiii Bec, %
(1ol THHI-Tepanuio
2020 365 14,7
2021 767 30,8
2022 1357 54,5
Bcero 2489 100,0
Janaple TaOmmmel 1 MOKa3bIBAIOT, K CYIIECTBEHHOMY YBEJIWYCHHUIO B JIMHAMHUKE

YTO KOJHWYECTBO MAIMEHTOB, OXBAauYE€HHBIX
(bIOUTHHT-TEpaNKMe U3 rojga B TOMY YBEIH-
yuBaeTcsa. Tak, B 2021 rogy mo cpaBHEHHIO C
2020 ro1oM KOJIMYECTBO MALIMEHTOB YBEJIUYHU-
Jock B 2,1 paza, B 2022 romy 1no CpaBHEHHIO C
npeasaymymM rogoM- B 1,8 paza. B 2022 roay
B cpaBHeHUU ¢ 2020 rogoM 4McIIo JIUIL, MOTy-
YUBIIWX JAHHBIA BUJI JICUCHUS YBEITMYUIIOCH B
3,7 pa3za. OTU JaHHbIE MOKA3bIBAIOT TEHACHIINIO

YHcia MAIlMEeHTOB, HYKIAOIIUXCS U TOJTyda-
IOIMX  (IOHTUHT-TEPANNI0 B KOMIUICKCHOM
CaHATOPHOM JICYCHUU CTPECCOBBIX CUTYAITUH.

AHanu3  pe3yJbTaTOB  HUCIIOJIB30BaHUS
GIONTHHT-TEpanKi B KOMIUIGKCHOM  Jieue-
HUHM CTPECCOBBIX CUTYaIlMii B YCJOBHUSAX ca-
HATOpUSl TOKa3aJl JIOCTATOYHO BBICOKYIO
a¢dexTuBHOCTD (TabsHIA 2).

Ta6auna 2. OcHoBHBIE TIOKa3aTenH YPPEKTUBHOCTH (DIOUTHHT-TEPANINU B KOMITJIEKCHOM

CaHaTOPHOM JIEYEHUHU CTPECCOBBIX CUTYyalLUi

IToxka3aTenn AOc. uncyo | YaeabHblii Bec, %
I'my6okoe pacciiabienue 224 90,0
VYnydiienue cHa 162 65,0
IToBbIIIEHNE SHEPTUYHOCTH 114 46,0
VYydienue cnocoOHOCTH CPABIIATHCS CO CTPECCOM 229 92,0
30;:)_[1})/(1)];?;1[1/16 3aMETHOTO YIYYIICHHUs COCTOSHUSA 162 65.0
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[To maHHBIM TAOJIHUIBI 2 MOYKHO OTMETHTD,
YTO [TOYTH BCE MAITUEHTHI OTMETHIIU ITPOLIEAYPY
riryooko pacciadusromieid. [TanueHTsl Takxke
yKa3alii Ha JPYTHE MOJIOKUTETbHBIE dPPEKTHI
(GIIONTHHT-TEpanuy, B YaCTHOCTH, OTMEYEHO
YIy4IlIEHHE CHA, TOBBIIIEHHE YHEPrHYHOCTH
U CIOCOOHOCTH CHPABIATHCS CO CTPECCOM,
OLIYIICHWE YIYYIICHUS COCTOSHUS 3/10pO-
Bbs. Y TAIMCHTOB BBISBICHBI BBIPAYKCHHBIC
M3MEHEHHs TOCJe MPOIeNyp, YKa3bIBaroIIue
Ha YIy4YlIEHWE HACTPOCHUS, YMEHBIICHUE
OTPHLIATENILHBIX SMOLIUH.

[Tpouenypa ¢roudTHHT-TEepanuu obecrtie-
YHBaeT ITyOOKOE€ yMCTBEHHOE M (hHU3MYECKOe
paccnalneHue U NPUBOAUT K PE3KOMY CHUKE-
HUIO0 00U B CycTaBaxX, FOJOBHBIX OOJIed, W3-
0aBICHUIO OT YCTAJIOCTH U JACTIPECCHH.

OTMeTMM TaKke, YTO Yy TMAIMEeHTOB
HabromaeTcs CHIDKEHHE YPOBHS
HMOILMOHAIBHOM ne3aianTanuu nocie
Kaxaoro ceanca. Hambonee BbICOKOW Oblia
cTeneHb  3(PQPEKTUBHOCTH  CEAHCOB IS
BBICOKOTPEBOXHBIX U CKJIOHHBIX K HEPBO3HBIM
COCTOSIHUSIM JIFOJIEH, a TakxKe s JIIoJeH,
UMEIOIINX MPOOJIEMBI ¢ CONPOTUBIISIEMOCTHIO
cTpeccam. Kpome M3JI0KEHHBIX
MIOJIOKUTETTHHBIX CTOpOH, YKa3aHHBIN
KOMIIJIEKC METOJIOB B COUYETAaHUH C (PIIOWTHHT -
Tepanuel IMpH JIEYEHUH CTPECCOBBIX CHUTY-
alMii TO3UTHBHO BIUSET Ha (U3MOJIOTHYE-
CKHE TPOIECCHl B OpraHM3Me, B YaCTHOCTH,
Ha CEpACYHO-COCYIUCTYIO, IBIXaTEIbHYI0 U
MBIIIIEYHYIO CUCTEMBI.

OnTuManbHBIM ~ KOJIMYECTBOM  CEaHCOB
SIBJIIETCS HE MEHbLIE 3-4 Ipo1e1yp, HOCKOIbKY
MMEHHO B TaKOW CpPOK JIeYeHHs1 HAOII0aaeTcs
BBICOKHUI MOJIOKHUTEIBHBIN dPPEKT HIOUTHHT-
TEpaTHH.

3AK/IIOYEHUE

[IpoBeneHHbI aHAIN3 MCIOJIb30BAHUSA
(GIIONTHHT-TEpani B KOMIUIEKCHOM JICUEHUH
CTPECCOBBIX CHUTyallMii B YCIIOBHSIX CaHaTO-
pHsl TIOKa3all JOCTAaTOYHO BBICOKYIO 3(dek-
TUBHOCTb, HUBEJHMPYS HEraTuBHbIC (HAKTOPHI,
MOCIY)KUBIIIAE TNPUUYNHAMH BO3HHKHOBEHUS
TaKOBBIX, U oOecrieunBasi (pU3NUECKOEe U yM-
CTBEHHOE paccialieHue, MOBBIIIast COMPOTHB-

JIIEMOCTh OpraHu3Ma K CTPCCCOBBIM Harpys-
KaM.
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MPEHATAJIBHASI TMATHOCTAKA AHOMAJIAN APHOJIbJIA-KAAPH

A.b. Hapr6aeBa, H.C. Huerkanusa
I'KII na ITXB «AnMaTuHCKass MHOTOIIPOGMIbHAS KIMHUYECKas OONbHUIAY, I.AJIMATHI,
Pecny6nmuku Kazaxcras.

AHHOTAIUSA. Anomanus ApsHonapaa-Kuapu - MOpPOK pa3BHTHS HEPBHOH TPYyOKH,
BO3ZHUKAIOIINK Ha paHHHUX dTamax SMOpHUOTeHe3a, 3aKII0YaeTCs B CMEIIEHUU OJTHOM Hiu 00enx
MUHJAJIMH MO3K€YKa M CTBOJIA TOJOBHOTO MO3ra B OOJIBIIOE 3aTHUIOYHOE OTBEPCTHE U HIKE.
C uenpio MOBBIINIEHUs UH()OPMATUBHOCTH YIBTPa3ByKOBOTO METOJA HCCIEIOBAHUS aHOMAaJIUU
Apnonbaa-Kuapu, He0OX0AMMO MCIOIB30BaHUE HE TOJBKO TOPU3OHTAIBHON, HO M JIPYTHX ILIO-
CKOCTEH CKaHUPOBaHUS - PPOHTAILHON U CarUTTAIBHOM.

Knroueevie cnosa:
npeHaTajJlbHasd JUAarHOCTHKA.

TYWUIHJIEME. APHOJIB/JI-KNAPU AHOMAJIMACBIHBIH, I[TPEHATAJI/IbI
JUATHOCTUKACHI. Hapr6aesa A.b., Huerkanusa H.C., «AnmMathl kercanaibl KIMHAKAIBIK
aypyxanacepy [IDKK MKK, Anmats! k., Kazakcran Pecrybmukach!.

ApHonba-Kuapyn aHoMmManusicel - SMOpHOTEHE3NIH epTe Ke3eHJIepiH[e maiga OosaThiH
KYHKe TYTITiHIH aKkaybl - MUIIBIK [I€H MU JiHiHIH 0ip HEMece eKi 0aJaMIIachIHBIH YJIKEH IIyiHe
caHbUIaybIHA Kapail HeMece 0/1aH /1a TOMEH XbUDKYBI. ApHOJIbA-Knapy aHOMaIMSCBIH 3epTTeYIiH
yIBTPAABIOBICTHIK SICIHIH aKMapaTThUIBIFBIH apTTHIPY YILIiH CKaHEepJIEYAiH KOeJIICHeH FaHa eMec,
COHBIMEH KaTap 0acka /1a )Ka3bIKTBIKTapbIH - (PPOHTAJIBbI )KOHE CAaTUTTaNIbAbl KOJIaHy KaXKeT.

BPOXJEHHbIC TIOPOKM pa3BuTUA, aHoMaius Apnoibaa-Kuapu,

Tyitin co30ep: namynblH Tya OITKEH akaynapbl, ApHoibI-Kuapu aHomManuschl, MpeHaTabl
JUAarHOCTHKA.

SUMMARY. PRENATAL DIAGNOSIS OF ARNOLD-CHIARI ANOMALY. A.B. Nartbae-
va, N.S. Nietkaliva, MUS at the PCV Almaty Multidisciplinary Clinical Hospital, Almaty, Repub-
lic of Kazakhstan.

Arnold-Chiari anomaly is a malformation of the neural tube that occurs in the early stages of
embryogenesis, consists in the displacement of one or both tonsils of the cerebellum and the brain-
stem into the large occipital foramen and below. In order to increase the information content of the
ultrasound method of studying the Arnold-Chiari anomaly, it is necessary to use not only horizon-
tal, but also other scanning planes - frontal and sagittal.

Keywords: congenital malformations, Arnold-Chiari anomaly, prenatal diagnosis.

Yacrtota anomanuum ApnHonbaa-Kuapu BCKPBITUSA Y 9 yMepmmnx HOBOPOXKICHHBIX

cocraBiageT ot 3,3 nmo 8,2 HaOMIOOEeHUM Ha
100000 Hacenenusi, a y HOBOPOKICHHBIX - | Ha
4-6 ThICSY. XOTS BIEPBbIC JTaHHAS MMATOJIOTHSA
On1a onricana B 1883 roqy Knemanmom, ero pa-
00Ta HE MoMy4YniIa HaJIEKAIIETO TPU3HAHUS.
Hoxrop Kienan ycTaHOBWII PU IPOBEIAECHUN

V/UIMHEHHE CTBOJAa W OIMYyIIEHHE MHUHIAIUH
MO3K€UKa B OOJIBIIIOE 3aTHIJIOUHOE OTBEPCTHE.
B 1891 roxay aBctpuiickuii matosor ["anc ¢gon
Kuapu nmoapo6HO omucan TaHHYI0 aHOMAJIHIO
C BBIJICJICHUEM €€ pa3JIMyHbIX TUIIOB, a B 1894
roay Hemeukuid mnartosnor IOmmyc ApHoiba
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OITyOJINKOBAJI COOOIIIEHNE O TAaHHOW aHOMAJTUN
BTOPOT0O TuUlla U Mmuenoaucmiazuu. B 1907
roay n-mu llIBans6e u ['pequrom (yueHUKamMu
0. Apnonpna), Obuio omucaHo 4 ciydas
MEHUHTOMUEIIONENIE U W3MEHEHUH B CTBOJIE
MO3ra M MO3KE€UYKE C BBEJIECHHEM TEPMMHA
«vanbopmanusi  ApHonbaa-Kuapm» 1o
OTHOIIEHHIO K aHOMAJIMM BTOPOT'O THIIA.
[IpenaranbHas JMarHOCTHKA
manbhopMmaru  ApHoibaa-Kuapu ommcana
¢ 18-20 Henmenu OEpEeMEHHOCTH C ITOMOIIBIO
yJIbTPa3ByKOBOTO  MCCIEIAOBAHUSA  ILJIOJA.
HeoOxoauMbIM sIBIIsIETCS] IPOBEIEHUE OLIEHKU
AQHATOMUU CTPYKTYP, PACIIOJI0KEHHBIX B 3aIHEN
yepenHou siMke. B HopMe ¢ koHna I tpumecTpa
OEpeMEHHOCTH TIPU TPOBENEHUH dXOrpaduu
XOpOLIO  BHU3YaJU3UPYIOTCS  MOJyIIApHs,
YepBb MO3KEYKa U OoJbllas IMCTEpHA.
B cnyuasx wu3meneHusi (hopMbl, pa3MepoB
MO3K€YKa M €ro HEYETKOM BHU3yalM3alllu,
YMEHBUICHUN WM HWCYE3HOBEHHM OOJIBIION
LUCTEPHBI TOJPKHO BOSHUKHYTD [10103PEHUE O
HAIMYUY Y TUI0Ja MaibpopManuu ApHOIbIa
- Kwnapu. BaxHyro posnbs B IpeHATaJIbHOU
JMAarHOCTUKE  MajbpopManuu  ApHOIbAA-
Kuapu urpaer BbIsBI€HHE JONOJIHUTEIBHBIX
sxorpaduyeckrx Npu3HakoB. B 3HaunTebHOM
konmyectBe cinydaeB (70-85%) 3ToT mopok
COINPOBOXKAAETCA BEHTPUKYJOMETAINENH WIN
ruapouedanueit, MaashopMauu ApHOIIbIA-
Kuapu2tuna-coueraercscoCIMHHO-MO3TOBOM
rpeiked. [loaToMy BBISBIEHHE TIIPU3HAKOB
aHoMamuu  ApHonpaa-Kuapy y  mioaa
MOJKET SIBUTHCS IMOKA3aHWEM K HCKIIIOUEHUIO
ne(eKToB pa3BUTHS [I03BOHOYHUKA.
Cpeau mpeHaTalbHO JAMAarHOCTHPOBAHHBIX
ciydaeB Manbhopmarmu - ApHonbaa-Kuapu
OCHOBHasi 4acTe mnpuxoaurcs Ha Il Twum.
Crnenyer OTMETHTh TakHe OHXOrpaduyeckue
NpU3HAKKA, KaK W3MEHEHHE (HOPMBI TOJOBBI
wioga («IMMOH») M MO3kKedka («OaHaHy).
B HekoTOpbIX ciayyasx 3T NPU3HAKA MOTYT
BCTPEYATHCS M MPH a0COITIOTHO HOPMAIBHOM
OepeMeHHOCTH. EMMHCTBEHHBIM a0COTIOTHBIM
IPU3HAKOM TIaTOJOTMM B 3TUX CHUTYyalUsIX
SBISIETC Hann4ue Ae(eKkTa MO3BOHOYHHUKA.
Taxoke mpu 3xorpauueckoM HCCIIEIOBAHUH
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IUI0/1a TIPU TIOA03PEHUU Ha Mallb(hOpMAaIIHIO
Apnonbpaa-Kuapu, crnemyer oOpamiare BHU-
MaHHe U Ha (OopMy OOKOBBIX XKeNlylIoukoB. B
HEKOTOPBIX CIy4yasX MPOUCXOAUT H3MEHEHHE
(bopM IKENyIOYKOB, U OHHM CTAHOBATCS 320-
CTPEHHBIMH K3aJii («IAHIETOMOAOOHBIMI ).
C muenplo TOBBIIEHUS HHOOPMATHBHOCTH
yJIbTPa3ByKOBOTO  METOJla  HCCIEI0BaHUS,
HEOOXO/MMO  HCIIOJIb30BaHHE HE  TOJBKO
TOPU30HTAJIbHOW, HO M JPYTUX IJIOCKOCTEU
CKaHMPOBAHUS - QPOHTATILHOMN U CATUTTATIHLHOM.
Ilo MHEHMIO psiza aBTOPOB, MCIIOJIB30BaHHE
CaruTTaJIbHOM  IUIOCKOCTHM  CKAaHUPOBAHUS
TOJIOBHOT'O MO3Ta SIBJISIETCS OJTHOM M3 Hanboiee
MH(POPMATHUBHBIX TNIOCKOCTEH CKAHUPOBAHUS C
L[eJIbI0 TUarHOCTUKH WJIM UCKJIFOUEHNUS TaHHOM
aHOMAaJINH BO 2 U 3 TpUMecTpax 0epeMEeHHOCTH

KJIMHUYECKHUHN CAYYAH

3a 1 kBapran 2023 ObLIO BRISIBIICHO IIECTh
ciyyaes BIIP ITHC Cunapoma AphHoiibaa-
Kuapu:

Cnyyait 1. Mare 35 ner, orenr — 39 ner.
HacnencrtBenHocts He otdaromieHa. bpak
TIEPBBIii, HE POJICTBEHHBIN. Y 000X poanTeNneit
BbIcIlee oOpa3oBaHue. bepemenHocts 5
naHHasl, 3 — 3J0POBBIX JeTel, | —M/a B paHHEM
cpoke. Y3U ckpuHUHT | TpuMecTpa poIyIIeH.
KoMOWHUpOBaHHBIN T€HETHUECKUH CKPHUHHUHT
nponymeH. Ha yuer B XK Bcrama B cpoke
17-18 nwenens. IlepBoe Y3U mioga mporuia
[0 MECTy >KUTEJIbCTBA B cpoke 17 Hexenb 5
nueit - BITP [THC Manbdopmarust ApHoIbaa-
Kuapu. Crnmnaa Ouduna. IIpomma Dxcmept-
Hoe Y3U miona- bepemennocts 17 Henenb
3 aus. MBIIP: BITP HHC Manshopmarms
Apnoapaa-Kuapu. BIIC JIMXII.

Cuyuait 2. Mats 24 rona, oren — 31 rog.
HacnencrtBenHocts He otdaromieHa. bpak
TIEPBBIii, HE POJICTBEHHBIN. Y 000X poanuTeneit
cpenHee oOpaszoBanue. bepemeHHOCTH 6
naHHas, 3 — 30pOBBIX JeTei, 2 — C/B B
pannux cpokax. Ha yuer B KK Bcrana B 11-
12 nenenw. IlepBblil CKPUHUHI MPOIYIIEH.
KoMOWHUpOBaHHBIN T€HETHUECKUH CKPHUHHUHT
nponyieH. Y3W ckpuHUHT 2 TpuMecTpa IO
MECTY JKUTeIbCTBA — bepeMeHHocTh 19 Henenb
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4 nust. ManoBoaue. DxcnieptHoe Y3U miona —
bepemennocts 21 Henens. Manosoaue. MBIIP:
BITP ITHC Mansdopmanus ApHoibaa-Kuapu.
BIIP noyek JIByCTOpOHHSs areHe3us IOYEK.
BIIP KMC JIBycCTOpPOHHSS KOCOJIANOCTb.

Canyudaii 3. Mats 24 rona, oren — 29 Jner.
HacnencrtBeHHoct He otdaromieHa. bpak
TIEPBBIii, HE POJICTBEHHBIN. Y 000X poanTeNeit
BhICcIIee 00pa3oBanue. bepemenHoCTH4 1aHHas,
2 — 3710pOBBIX JeTel, | — Hepa3BUBAIOLIAsCA
OepeMeHHOCTh B cpoke 7-8 Hemens. Y3U
ckpuHUHT 1 Tpumectpa — bepemennocts 11
meaens S queit. KTP 55 mm, TBII 1,6 mm, JIHK
1,8 mMm. KomOMHMpOBaHHBIN TI€HETHYECKH
ckpunuar (B-XI'Y 0,82 MOM; TIAIIII-A-
1,27 MOM; TBII 1,11 MOM)- HuU3KHUIA PUCK.
V3U nnona B cpoke 15 nenens 6 aneit. BIIP
OHC Manspopmanus-Apronsaa-Kuapu.
BIIP KCC. /IBycTopoHHss Kocosanocts. Y31
mwioga B cpoke 16 nHenens 4 nusa. BIIP [THC
Manshopmarusi-Apronsaa-Kuapu. BIIP
KCC JByctoponsnsisi koconanocts. Y3U ckpu-
HUHT 2 TpuMecTtpa-bepemennocts 19 Henensb
4 nas. MBIIP: BITP ITHC Manbsdopmarmsi-
Apnonsna-Kuapu. BITP KCC JIBycTopoHHss
KOCOJIaroCTh.

Cnyudaii 4. Mate 39 ner, oren — 47 ner.
HacnencrtBeHHocth He otdaromieHa. bpak
IIEPBBII, HE POACTBEHHBIN. ¥ MaTepH BBICILIEE
o0Opa3oBaHHe U Yy OTIa cpeHee 00pa3oBaHHE.
bepemennocts 4 nanHas, 2 — 30POBBIX JIETEH,
1 —BHeMaTO4Hass OEpeMEHHOCTh, TYOIKTOMHUS
cneBa. Y3U ckpunuHr 1 Tpumectpa-
bepemennocts 12 nenens. KTP — 54 mm, TBII
-1,7 mm, JJHK- 2,1 mm. KoMOuHMpOBaHHBIN
reHeTU4YecKud ckpuHUHT (B-xru 1,02 MOM;
namnm-a 1,07 MOM; 1B 1,20 MOM)- Hu3KkuHit
puck, Bo3pactHo puck 1:137. Y3U ckpuHuHT
2 tpumectpa — bepemennocts 19 nHenmens 5
naeit. BITP [THC Manbdopmarus ApHoibaa-
Kuapu.

Crnyudait 5. Mate 21 roa, oren — 25 ner.
HacnencrtBeHHocth He otdaromieHa. bpak
NEpBBIN, HE POJICTBEHHBIN. Y 000MX BbICIIEE
oOpa3oBanue. bepemeHHOCTH 2  JaHHAasd,
1 — 3gopoBeiii pebenok. Y3U CcKpuUHHHT
1 TpumecTpa 1O MeECTy JKMTEIbCTBA —

bepemennocts 13 nenens 1 pens. BIIP ITHC
Manspopmarms  ApHonbna-Kuapu?  Cru-
Ha Ouduna. Y3U skcneprHoro kiacca — be-
pemenHocts 13 memens 2 npus. BIIP IMHC
Manspopmanms Apraonsaa-Kuapu.

Cnyuait 6. Mate 28 ner, orery — 31 roa.
HacnencrtBenHocts He orsroumieHa. bpak
NIEPBBI, HE POACTBEHHBIH. Y 000MX cpenHee
obOpazoBanue. bepemenHocts 3 mannas, 2 —
3n0poBbIX aered. Y3U ckpunuHr 1 Tpume-
ctpa- bepemennocts 13 nenens 4 nus. Kom-
OMHUPOBAaHHBIM  TEHETHYECKUI  CKPHUHUHT
— HU3KkUM puck. Y3W ckpuHuUHT 2 TpuMecTpa
— bepemennocts 19 nenens 3 nusa. BITP [ITHC
Cnuna Oudunma. Y3M bsKcnepTHOTO Kiac-
ca — bepemennocts 19 nenens. MBIIP: BITP
I[THC Manshopmarusi-Apronsaa-Kuapu.
BIIP KCC. [IByctopoHHsis KocosanocTb. He
uckimoyaercst BIIP J)KKT. Atpe3us nuieBoza.

3AK/IFOYEHUE

Bce mects ciiyuaeB ObuUIM  TIpEepBaHbI
[0 MEAMKO-T€HETHUYECKUM MOoKa3aHusm. U3
JTAaHHBIX CIIy4aeB BUAMM, YTO HACIIEACTBEHHbIE
3a00JeBaHMsl HE OTATOIICHBI, B aHaMHe3e
MMEIOTCS 3J0pOBBIE JE€TH, CAHAPOM ApHOJIbA-
Kuapu MoxeT conpoBOXAaTbcid C IPYTUMHU
BPOKJCHHBIMU MTOPOKAaMU Pa3BUTHUSI OPraHOB,
HU Y OJHOM M3 HUX HE OBLIO MperpaBUIapHON
MOJTOTOBKH, BO3PACT OEPEMEHHBIX BapbUPYET
or 21 roma no 39 ner. U3 6 ciyuaeB — 4
ciydasi cuaapoma Manbopmanuu ApHoOJIbIa
— Kuapu conpoBox1atoTcss MHOKECTBEHHBIMU
[IOPOKaMHU pa3BUTHS Jpyrux opraHos. B
IByX ciydasx nepBeli Y3U CKpUHUHT U
TEHETUYECKUI CKPUHUHT IPOIyIIeHbI. B Tpex
ClIy4asiX T€HETMYECKMH CKPUHMHI B HOpPME.
W3 BbIlIe yKa3aHHOTO BUAMM, YTO BO3pPacT H
TEeHETUYECKUN CKPUHUHI HE WIPalOT POiib B
dopmupoBanuu BIIP [THC. [nst cHmkeHUs
pucka nopokos [ITHC HE00X01MMO TPOBOIUTH
NEPUKOHIIECTIIIUOHHYIO TPOPHUIAKTHKY 3a 2-3
Mecslla 10 3a4aThs CYNpPYKECKUM Iapam.
OnucanHple  KIMHUYECKHE  HaOIIONEHUS
IPEJICTABISIIOT HMHTEpPEC JUIsl NPAKTUYECKUX
Bpauei, Tak KaK MOATBEPXKIAET BO3MOKHOCTD
JIOCTaTOYHO pPaHHEH IUarHOCTHKU aHOMAaJUHU
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Apnonbaa-Kuapu.

VYuuTeiBass HEOIArompuATHBIE TEpHUHA-
TIbHBIE  HWCXOABI MPH  MajdbPOpMaLuu
Apnonbna-Kuapu, HE0OX0QMMO MOBBIIIATH
TOYHOCTH IPEHATATLHON TUArHOCTUKH ITOPOKa
B CpOKH, JONYCTHUMBIC IS TpPepHIBAaHUS
OEpEeMEHHOCTH.

D¢ dhexkTuBHOCTH MpeHATATFHON AHarHOC-
THKA  OMNpENENseTCs]  IUarHOCTUYEeCKUMHU
BO3MOXHOCTSIMH  YJIBTPa3BYKOBOTO  000pYy-
JIOBaHUsI, COOJIOEHNEM CPOKOB IMPOBEICHUS
M KOJIMYECTBA  HUCCIEAOBAaHWHA  IUIOfA,
KBaM(uUKauel Bpadeld  yIbTPa3BYKOBOU
JMAarHOCTUKH; COOJIIOICHIEM PEKOMEHTyeMOi
METOAMKH 00CIIeIOBAHUSI.
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YK: 616-007

AHDHIE®AJIMA. KJIMHUKAJIBIK IBIHANBI JKAF AT
TAJIIAM KEJIE KOPBITHIH/IBLIAY

Kycynosa H.C.
«O06apIcTBIK IepuHaTANABIK opTanbiky KK MKK, Akray k., Kasakcran PecmyOmmkach

TYWIHJAEME. MeMIyHabIK reHeTHKA HOPECTe oJTiMiH a3l Ty IbIH PeTTeIeTiH KO IapbIHBIH
OipiHe aifHaJIIbl, COHBIMEH KAaTap MEMJIEKETKE YKOHOMHUKAJBIK TMaia oKeei, OUTKEeHI MyTelleK
Oaytanapapl eMey, IeAaroruKajbiK )KOHE SJICYyMETTIK KOMEK KOFapbl S)KOHOMUKAIBIK ITBIFBIHAAP b
KaKeT eTe/ll.

Tyiiin co30ep: Tya OITKEH aKayiap, OPTAIBIK KYWKe )KYHECIHIH aKaybl, TPEHATAJ b CKPUHHHT,
JlaMy aybITKyJapbl, IPEHATAJIbI THarHOCTHKA.

AHHOTAIIUA. AHOHUIE®AJIMA. IIOABEJEHHUE  HUTOI'OB  AHAJIM3A
KIIMHUYECKOI'O CIIVUAS. H.C. XKycynosa, I'KII «O0nacTHON nepuHaTaibHbII LEHTP» Ha
[IXB, r. Aktay, Pecy6onuku Kazaxcran.

MenuiuHcKkas FeHeTHKa CTala OJJHUM U3 PeryJUpyeMbIX CIOCOO0B CHU)KEHUS MJIaIeHYECKOM
CMEpPTHOCTH, a TAaKXK€ HNPUHOCUT HSKOHOMHUYECKYIO BBIFOJY TOCYJApCTBY, IMOCKOJBKY JIEYEHHUE,
Nelaroruyeckasl U ColuaibHas MOMOLIb NETSIM-UHBAINAAM TPeOYyeT BBICOKMX 3KOHOMUYECKHX
3arpar.

Kntouegvle cnosa: BpOXIEHHBIE TOPOKH, Ne(dEKT IIEHTPAIbHONM HEPBHOU CHCTEMBI,
MpeHaTaJbHbI CKPUHUHT, aHOMaJINH Pa3BUTHs, IPEHATAIbHAS TUATHOCTHKA.

SUMMARY. ANENCEPHALY. SUMMING UP THE RESULTS OF THE ANALYSIS OF
THE CLINICAL CASE. N.S. Zhusupova, MUS “Regional Perinatal Center” at the PCV, Aktau,
Republic of Kazakhstan.
Medical genetics has become one of the regulated ways to reduce infant mortality, and also
brings economic benefits to the state, since treatment, pedagogical and social assistance to disabled
children requires high economic costs.

Keywords: birth defects, central nervous system defect, prenatal screening, developmental ab-
normalities, prenatal diagnosis.

KIPICIIE aifTapibIKTail ©CcTi. AJJaM MOMYJSAUSCHIHIAFbI
Kazipri yakpiTTa Tya OITKEH akayjiap TYXKbIpbIMAaManapabiy mamameHn 10% - bl
Macelieci MEIULINHAHBIH KOIITEereH imTeri OanaHbIH JaMybIHAAFbl Tya OITKEeH

cananapbiHaa e3eKTi Oonbin Tadbuiagsl. JIJ1Y
MoiMeTTepl OolibIHINA, diemae Oananap.IbiH
6-7% - nan acrambl TBA tybutanel. XKana
TyFaH HOpECTelep apachbiHAa OIiM-XKITIM
mamameH  30%  kypaiinel.  COHBIMEH
Katap, OJapIblH JKUITII COHFBl IKBUIAAPHI

aybITKyJIapMeH Oipre xKypei.
AndHIIehanus-0yi MUIBIH KapPThI
HIapJapbIHbIH JaMbIMaybIMeH, Oac Oeiri MeH
0ac cyiiekTepiHiH 00IMaybIMEH CUNIATTaIaThIH
imTeri OalaHbIH KATBHIPIMIUIIK JaMy aKaybl.
Hotmxkecinme OanmaHblH ayblp —akayJjapsl
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naiiza Oonaapl: MUIBIH OonlMaybl KebiHece
imreri OanxaHbIH TyBUIFAHFA JEHIHTI eliMiHe
oKkenemi. AHPHIICPAIUIMEH TYybUTFaH OallaHBIH
aHaMHe31, TpeHaTayabl OakKbUIaybl, Ka3ipri
TaHJIaFrbl YKaFIalblH CUIaTTal Keremik. [1].

Cyper 1. Dbanamarel  aHdHUEdamU:
aKkayJIblH cebernrepi
AmndHuedanmus imreri OalaHbIH

HEHPOKYPBUIBIMAAPBIHBIH JaMy TPOIICCiH/Ie
Ke3/IeCeTiH aybITKybl. MWUIBIH KaJbINTaH
TBIC KYPBUIBIMBIHA OKeNETIH HAaKTBI
cebenTep OYTiHTI KYHre ACHIH aHBIKTaJIFaH
koK. COHIBIKTaH Jopirepiep  aypyablH
MYJIbTH(PAKTOPIIBIK cebenTepine O0alIaHbICThI
eKeHiriH Ooipkalinel. Mubl XKOK OallaHbIH
TYBUTybIHa OKEJIETIH HETi3rl TepaToreHIiK
(dakTopaapra MbIHAIAP KATAJIbI:

-KYKTUTIKTIH €pTe KEe3CHIHACTI YBITTHI
ocepiep.  Oprtanmblk  KyHike  KyHeciHIH
ayBITKYJIApBI MEH aKayJlapblHa, aTal alTKaH/a,
MUIBIH aHAHIIe()ATUACHIHBIH JIaMybIHA aybIp
METaJIIapIbIH TY3Japhl, KOpIIaraH oOpTara
XUMUSUTIBIK 3aTTapJIbIH IIBIFapbUTYbI, COHJAM-
aK KaHT aualeTiHiH OenriiepiH >KEHUIACTY
YILiH MaIUeHTTEepre TaralbIHIAJIaThIH
TOPMOHAJIIBI TIperapaTTapabiy acepi. CiupTTi
IIIMIIKTEp, eCipTKi 3aTrTap, TeMeKi IaibIpia-
PpBI SMOPHOHHBIH JaMybIHA dCep €TETiH alKbIH
Tepic acepre ue.

-KYKIAJIbl aypynap. IMOPHOIOTHSIIBIK
namy KEe3eHIHIe IUTOMETAJIOBUPYC,
TOKCOILJIa3MO3, KbI3aMBIK HMHMEKIMACH OTe
KayinTi. [mreri 6anagarel aHdHIIE(DATNS OHBIH
KYPCaKIIIUJIIK JaMybIHBIH 28-111 KYHIHE JIeHiH
uHpeKus OoNFaH >KaFdaijga makga Oomaapl
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JIeTI caHaJa Ibl.

-paguanus.  MoHpmaymsl  coyJeneHy
KeOiHece  HopecTeneri  aHAHIE(ATUSIHBIH
cebebi perinme opeker eremi. M3otomTap
ilmTeri HOPECTEHIH TEHOMBIH 3aKbIMIANIbI.
Pannanusara  ymelparaH  Ke3ne  JACHeEnE
KOCBIMIIIAa YBITTHI peakuusuIap naiaa oonampl,
OyJ1 SMOpHOHFa dcep eTe/Ii.

banamarer  aHdHUEdanws erep  ara-
aHajapJa TeHEeTUKaJbIK MyTamus Oolca
TYKBIM KyaJIalTBIH (hakTopiiapra OaiiaHbICTHI
O6omysl MymKiH. JKaHa TyraH HopecTeneri
MU aKayJapbIHBIH Kayli TYBICTBIK HEKe, KaH
apanacy, aHaJarbl BHUTAMUH TaIllIBUIBIFBI
Ke3iHae apragel. Mubl  KOK  OallaHBIH
TYybUIy Kaymi TOOBIHA AKCTPareHUTAbIbI
MIATOJIOTUSICHI Oap difesiep Kipei: THIIOTHPEO3,
KYPEK >KEeTKUTIKCI3Iiri, KaHT auabeTi. AysIp
KYKTLTIK MHJIBIH JaMybIHa 3Cep €Tyl MYMKIH.

bipinmi opeiH — imreri 6amansi OXOK
aKayJapbl apachbIHIaFbl OAPIIBIK )KaFIaliIapIbIH
mamamer 25% - bl aHdHIe]anusra KaTaibl.
Aypy ke0iHece IpeHaTal bl yIbTPaabIObICTHIK
3epTTey Ke3iHAe auarHo3 Koubuiambl. Erep

oifenie  MHCBI3 HOpecTe Oonca, Keleci
HOopecTe/Ie aHPHIEPaTMSHbIH KalTallaHy KayTi
5% Kypanabl.

Mu andHIIePanusICHIHBIH Oenrinepi.

Erep Mubl KOK HOpecTe TyblICca, OHJIA
OHBIH aypyBlI Kejeci OenriiepMeH KopceTiniesi:
-0ac cyiieriHiH Mu OeJITriHIH Killiperoi;

-KaJmaK CyHeKTepaiH 00IMayhl;

-0acCThIH KYMCaK TiHJIEPiHIH JaMbIMaYbl;

-MHJIBIH KAJIBIIITAaH THIC TaMBIp TiHIMEH
AJIMaCTBIPBLTYHI.

TyburFaHHaH KeWiH Oamamap ec-Tycci3
6omansl. Onap MyJIeM CaHbIpay KOHE COKBIP.
Erep ci3 omapra CBIPTKBI TITIpKEHIIpriliTepMeH
acep eTCeHi3, OHJIa pelenTopiap CUTHAIapFa
xkayarn Oepmeiimi. Kenm xarmaiima MyH#maid
’KaHa TyFaH HOpecTelepAe KOChIMINA aKayap
JTMArHO3 KOMBLIAIbI: TaHIAl KBIPBIFE, OyipeK
ycCTi Oe3iHiH aHOMAJIHSIChI, XKYJIBIH JKaPbIFbI.

HOTHUXEJIEPI MEH TAJIKBIJIAY
Cyper 2. Axray xamacel, «OOIBICTBIK
nepuHatanablk  opransirey [DKK  MKK,
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aHdHIeanus IUarHO3bIMEH TYBUIFaH Oaia
Typasbl TaIay.

Oiten 23 xacta. Kana typreiabl. XKoraprsl

Ourimi  6ap. TyKbIMKyaJIaWTBIH, KOCBIMIIIA
COMATHKAJIBIK  aypyjapbl  JKOK, 3HSIHIBI
ONETTEpPMEH odyecTeHOewmi, skommacel 23

JKacTa, )KaKbIH TYBICTBIK HEKE eMec, KYKTLIIK
anabl JAWbIHABIKTAaH TEKCEepPYJEepIAeH OTKEH.
2021 xbutel 20-21 anTa )XYKTUTIK MEp3iMiH/Ie
MpeHaTaNAbl KEHEC JKOHE »JKaHys IIemiMi
OolipIHIIIA Tya OITKEH OPTAIBIK KYHKE JKyHecl
aKaybl, aWKbIH €Ki KaKTbl THApoIehaTus
JTUArHO3BIMEH JKYKTUTIKTI TOKTATaIbI.

EMmxana KBI3METIMEH JKYKTUTITIH
x)ocmapyaid  oTeipa 2022  KbUIBI  €KIHIII
OamaceiH keTepeni. Donuil KBIIKBUIBIH, J]
BUTAMHHIH yaKbIThIH/Ia KaObLIIAIT OTBIPFaH.

11-12 anTaceiHaa OipiHINI YIBTPAABIObI-
cteik ckpuHuHrre TBA. OXOKA. Iu3zsHie-
(hanmust KOWbLTaIbI.

BUOXUMUAJIBIK  T€HETHKAJIBIK  aHaJIN3
KOpbIThIHABICBIHAA PAPP - a — 0.64 Mowm,
b-XI'M — 0,36 MomMm, TeMeHri Kayim-KaTep
ToOBIHA. [mTeri 6ana kapuoturni — 46 XV.

1,2,3 V]I ckpununr 3eprreyinnme: TBA.
OXKA. Huzsanedanus. [maponedanus.
MukporeHus pacTaibii keni. 14-15 anTaceis-
Ja JKYKT1 ofes )KoHe 0TOACBHIHBIH MIEHTiMIMEH
JKYKTUTIKTI )KaJIFacThIpyFa, TOKTaTydaH jka30a-
ma Typae 06ac TapTThlI.

35 anTa Mep3iMiHIIE YaKbITBIHAH €pTe CY
MEKOHUH KeTin 6ocanabl. Ep Oana, canmarbl —
2400,0 rpamm, 601ib1 — 47 cM, Oac emmemi — 34

cM, Keyae enmemi — 32 cM. Anrap IKagachl
OoitpiHma — 3/5 Oamn, OipmeH WHTyOanus
YKacaJIbIT KaH caKkTay 0eJ1iMiHe aybICTBIPBUIIBI.

TyblFaHHaH KEWiHT1 KaFJaibl:

T - 36,7 HR - 140 CHD-xengetkim ad-
54/29/37 Carypamus-92%.

[MTama Tybuly cangapblHAH O KaFdaibl
ere ayelp, MVPR: VLOOKUP OXX
Muxkpouedanusi. OH kakTa aliKbIH Oip MKaKThI
rugponedamust. VLOOKUP  tynramap. Tik
imek arpesusicel. Ke3miH kepy HepBTepiHiH
aTpOQHACHI.

KyBe3 karmaifplHga KYTIM Kacal[bl,
TEeMIepaTypaHbl YCTaiIbl. DKCTYOHMpPIICHTEH,
TOyeJCi3 ThIHBIC amy. CaTypalusHbl YCTal bl

Canacsbl cakTasiFaH. MUHUMaIAbl KO3FaJIbIC
Oencenaimirinigy — peakmmsicel.  Ckiepana
Kerepy. Mmu ©Oac cyileri MuKporedamus
TOpi3ai, nonuxoredanmsuiblK Gopmackl Oap.
bac cyiierinig cyliek aeHreiinme, KepHeyi
emec.

I'eneTnKanbIK ayBITKYJIapIbIH
Oenrimepi  Oap:  Mukpomedanus, KbICKa
MOWBIH, MOHFOJOHIKAa Kapchl Ke3 Oemimi,
TUIIEPTEIOPU3M, STMHUKAHTYC, TOMEH
neopManusUIaHFaH Kypekmenep. bymmbiker
JUCTOHMACHI, (U3UOJOTHIBIK pediaexcTepi
onci3, Jkapblkka ¢otopeaknusacel Oap. Tepi
MACTO3/IbI, AKPOIIMAHO30CH OO3FBUIT KBI3FBLIT,
MaiinanraH, 6eprneneH Tasza. bamanbiH OYKia
JeHeciHiH mactackl Oap. Typrop xoHe >KyM-
Cak TIHJEP/iH CEePIIMILIITI TOMEH. AK JaKThIH
CHUMIITOMBI 3 CeKyHITaH acajbl. Tepi acThIH-
Jarbl Mail KaOaThl HAIIap TaMbIFaH.

Keyne Kybichl munmuuap Topizai. Okmene
ayCKyJIbTaTHBTI TypJe THIHBIC aily OapibIK
epicTepie KY3ere achIpbUIaJbl, BICKBIPBIK
ectimMeiiai. XXKypek TOHIapbl YHCi3, BIPFAaKTHI.
I manpmanus ke3iHme IIMesneHiceni, OaybIp
KaObIpFa JIOFACBIHBIH MIETIHAE, KOKOAyBIp
yiikeliMereH.  lmeKTiH  MepHuCcTaIbTHKACHI
TeIHIaan6l. Hoxicl msrabl.

JXKeprimikri: CHIPTKBI JKBIHBIC MYyIIEnepi
oifenep YIIIH KeOIpeK YKCaWIbl. aTaJIbIK
oe3mep MaTbITANASsIIaHOANTBI, KEH
PEKTOBECTHOYIIAPIBIK (hrcTyna 06ap, KbI3MET1
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CaKTalFaH. MEHHHTHAJIbbl JKOHE IaTOJIOTH-
sIbIK Oenrinepi xkok. JKambac mymienepiHix
KBI3METI OY3bUIMaraH.

51 KYH mepuHaATaNABIK OPTAJIBIK KYTIMiH-
Jie KapaJiblll 0TOACHl KajlaybIMEH YHiHE IIbIFa-
peuiabl. Kazipri Tanma 4 ait 6onaer 6ana eMip
cypyZe. ApHaiibl OpTONEAUSIIBIK BIBICTAPMEH
TaMakTaHaJbl. TamMaKTaHynaH KeWiH ThIpbICIIa
tanManapsl ycraiinel. Kenmpa 100/kynine 2,0
MIT-JIEH 2 peT KaObUIaaiiIb!.

Kanmel MHCBI3 TybUIFaH Oanajap ejimre
nymap ©Oonaasl. 100% skarmaiima MyHman
MalUeHTTEePJl  OJIIMIe  OKeJeli, ONTKEeHI
OyWI1 JuarHo3farbl akayJjiap eMipre coikec
KEeJIMEN].

AndHIEepanmust - KYKTUTIKTI TOKTAaTyIbIH
abcomoTTi KepceTkinn. COHIBIKTaH KYKTITIK-
TIH €pTe Ke3CHIHAE YIbTPaIbIOBICTHIK 3€pT-
TEy JKYPTi3y ©Te MaHbI3Abl — 1ITET1 OaTaHbIH
AHOMAJTB/IBI TAMYBIH OJIaH Op1 TOKTAaTa OTHIPHIII
aHBIKTAY 1IITET1 OaaHbIH TAOUFU KYPCAKIIITIK
©JIIMI1 JKaFdaiibIHIa OWeNIiH IEHCAYJIBIFbl MEH
eMipiHE TOHIIPETIH KAyIiH aJJblH aJlajbl.
Korappiga  OeiiHenmel  KETKEH  IIBIHAMBI
JKarIalbl TaJKpUIad OTBIpA ©OMIp CYpreH
JKaFmaia Ja  akayIOelH eMICIMEHTIHAITIH,
00 KaMbl KHBIH €KE€HIH KOpPCETe/l.

AmdHTIChaTHs JINarHO3BIH pactay
yuriH ~ OlpHeme  MEIWIUHAIBIK  OIICTED
KOJITaHBLIA b

-TpeHATAITB B CKPUHUHT.
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VY IbTpaabIOBICTHIK 3epTTey asICHIH/IA
Iopirep MHIBIH IYpBIC eMec MmimiHiH, 0ac
CYHEriHIH TOJNBIK TIPEK-KUMBUI Aalmaparsl
KYPBUIBIMJIAPBIHBIH JKOKTBIFBIH KOpE allajbl.

beilineney  yikeH  KapThl  [IapiapiablH
KOKTBIFBIH aHBIKTAayFa MYMKIiH/IIK Oepei.
-imreri OaJlaHbIH MPT. Erep

YIBTPAABIOBICTBIK CYPET Iopirepi ajJanaarca,
OHJIa OJ1 MUJIBIH JIaMy JI9PEKECIH )KOHE MYMKIH
aHdHIepaIUIHbl aHBIKTAY YIIiH KOCBHIMIIA
TEeKCepyli YChIHAABI. MarHUTTi-pe30HAHCTHI
OeifHeney OKYKTUTIKTIH 14-15 anrtaceiHaH
Oacran olennepre >xacanaabl. ToMmorpadTbiH
KOMeriMeH MH/JTBIH AHATOMUSLITBIK
epeKIIeNiKTepiH, 6ac CYHeriHiH KYpbUIBIMBIH
XKOHE JCHEeHIH 0acka OeIiKTepiH HaKThUIayFa
Oomapl.

bomamakra  SKYKTUTIKTI  JKocmapiay
Ke3iHJe TCHeTUK MaMaHHBIH KEHeCI KaxeT
Oomazpl, OYJ1 MUJIBIH JaMybIHJA aybITKYBI Oap
HOPECTEHIH TYbUTy KaymiH Oaralaipl KoHE
TYKBIMKYaJIAaUTBIH TYpi M€ HeMece Ke3IeHCOK
KE3/IeCeTiH akKaybl Ma axpIpara Oarayamn
OakpLTaiIbI [2].

Mubl KOK agamaap emip cype aiamaca ja,
KONTEreH aTa-aHaJlap JKYKTUTIKTI TOKTaTylaH
O6ac Ttapramgsl. COHABIKTaH Tipi TYyBUIFaH
Oamamapra KaHIal MEIUIIMHANBIK KOMEK
KOpCeTUIe Al IeTeH CYpaK OObEKTHBTI OOIa/IbI.
HeonaTtonorrap >kaHa TyFaH HOPECTEHIH
KbICKa MEp3iMJIi eMipiH XKEeHUIAETy eTy YIIiH
OopiH KacalIbI.

AmdHIIehanusIFa apHAIFaH MaJUTHATUBTI
KOMEK MbIHAJIAPAbI KAMTH/IBI:

-TBIHBIC aylbl KOJJay - akayjapbl Oap
Oanmamapaa TIHAEPAIH KaJbIITBI OTTETIMEH
KaMTaMachI3 €TiTyl MYMKIH eMecC, COHJIBIKTaH
ojlapra  JKacaHIbl JKEJJNETy KepceTilemi.
Kennerkim 6onmaca, 6ana TybUIFaHHAH KeHiH
OipaeH enei.

-TaMakTaHy OOMbIHIIA KOeMeK. AF3aHbIH
OMIPIIEHIriH CaKTay YVIIH MalueHTTepre
TJII0K03a MeH AMHHKBIIIKBUTIAPBIHBIH
Kocrmackl 0ap mMapeHTepajbIbl TaMaKTaHy
TaFaibIHIAJIA]IbI.

byn ke3eHne Oyl CHIHAKTBI ©3 OeTiHIIE
KEHE aJIMAMThIH aTa-aHaJlapFa MCUXOJIOTHSUTBIK
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KoJ/Iay KakeT. TepameBT oifenre CyHITHATIK
oliylapaH, AeTpecCUsUIbIK KYHICH, anaTusa
KOHE KIHO Ce3IMIHEH apbulyFa MYMKIiHIIK
Oepeni.

KOPBITBIH/IbI

KopbeITeIHIBIIAN Kesle aHdHIehaTusIHbIH
Oomkambl KOJAMchI3. 7% karmaiina imreri
O6anma em Tybutaapl. bamamapnelH HIamMameH
20% - ®I OocaHy Ke3iHIE KaWTBIC OOJaibl.
Tipi tysurran Gananapasie 50% - bl eMipAiH
aJIFaIlIKbl KYHIHJE KalThic Oomaapl. AHAIe-
danmapaeiy ek 23% - B 1 KYHHEH apThIK
emip cypeni. Tapuxrta kaHa TyFaH HOpecTe
MUBI OOJIMaFaH Ke3Jle 2 KbUIJaH acTaM eMip
cype anraH 3-4 MeIUWUMHANBIK >KarjJal raHa
TIPKENTEH eKeH.

AmdHIIehATHSIMEH TYBUIFaH HOpecTesep
caabl 9p 10000 sxaHa TyFaH HOpecTeHIH l-iH
Kypaiinel. Ep OGanmanapra Kaparanna Kel3gapaa
KU1 Ke3/1ecei.

Jemek, aHsHIE]amuss HOPECTeHI Herisri
HEeMece KOFapbl (YHKIUSIIAPIABl OPBIHAAM
aJIMaii/ibl, aypynbl Kajail cesiHyre, ecTyre,
Kepyre, KO3FalyFa, »SMOIMSHBI Ce3iHyTre
HEMeC oWayra, Keibip jkarmaiyapna oJap
pedrekTopibIK Jkayam Oepe amanel. by
@3repicKe YIIbIparaH KilIKeHTalIap enKalaH
KOpIIIaFaH OpPTaHbI OLTMEHIi.

AndHIE(DaTHSIHBI OJerre, MyHAal
npobiemMaMeH TyBUIFaH HopecTenepre
TaMaK TeH Ccy OepuieAl JKOHE IKAMIBI

00JTybIHa KaMKOPJIBIK JKacallaabl, OipaK Iopi-
TOPMEKTEpl,  XUPYPrHsUIBIK  ic-Iapanap
HEMECe TBHIHBIC alyJbl KOJJIaHy MaHbI3/IbI
eMec ST caHalabl, OMTKEHI KilllkeHTall Oaa
CIIKAIllaH CaHaFa ue 0OJIMaIbl, OIETTE OJIapFa
KacaHbl PEaHUMAIUACHI3 TAOMFU >KOJIMEH
eIryre pyKcar eTisiei.

3eprreynep KOPCETKEH IeH donmit
KBIIIKBUIBIH KaObuiay (B9 mopymeni) xyiike
TYTITIHIH ~ aKayJapblHBIH  KayIliH  exdyip
TOMEHJETEl, OHBIH IHIiHAE aHdHIEe]aTusI
JKOHE JKYJIBIH Oudunacel. by BuTaMuH tamax
OHIMJIEPIHE JI€, MBICAJIBI, )KACBLT JKAaIbIPAKTHI
KOKOHICTEpae e, TaFaMIbIK Kocmajapaa Ia
Oomazpl; Oy ekiHmii xargaiina kyHine 0,4 mr
JKETKUTIKTI 00k kepiHesi [3].

Anaitna B9  nmopyMmeHiH — KaOwuigay
KYKTUTIKTEH OYPBIH JKacallybl KepeK, OWTKeH1
MYHJIall e3repicTep oIeTTe imTeri OallaHbIH
JMAMYBIHBIH OipiHII Ke3eHiHIe, ohen ©3iHIH
JKYKTI CKEHIH aHbIKTaraHFa JICHiH >Xypenl.
Ocpuraiitia, MamaHjgap ci3 Oanma kertepyre
TeIppica OacTaraH Ke3/le OChl JTOpyMEHII1
TYTBIHY/BI aPTTHIPY bl YCHIHAIBI.
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METO/I MLPA B IUATHOCTHUKE

A.B. bopoBukosa, XX.M. XKabakoBa, A.b. Paxumoa, ['.)K. AbunsanaoBa

PI'TI «bonpannia MeauuuHcKoro neHTpa YnpasneHus nenamu [Ipesunenta PecryOnuku
Kazaxcran» na I1XB,

r.Acrana, Pecny6onuku Kazaxcran

AHHOTAILUSA. Onpenenenne AHArHOCTUYECKUX MapKEpPOB — MATOTHOMOHUYHBIX
TeHeTUYECKUX adeppaluii cocTaBsieT MEpBYIO 3a/ady JiabopaTopuu. BHyTpu OHON TpymIibI
OITyXOJIM MOTYT UMETh PA3IMYHYI0 arPECCUBHOCTb, UTO HAIIPSMYIO BIIMSET HAa IPOTHO3 32001 BaHUSI.
Jlns mpoBenieHUsl pUCK-aJaNTUPOBAHHOTO JICYEHHUS HEOOXOIMMO BBISBICHUE MPOTHOCTHYECKUX
OHMOJIOrMYECKHX (B TOM YHCIE, MOJEKYJISIPHO-TEHETUUECKUX ) MAapKEepPOB B 1e0r0Te 3a00IeBaHUS —
BTOpas 3ajaya.

BoisiBneHne MapkepoB UYBCTBUTENBHOCTH K IIpenapaTaM MOJEKYyJISpHO-HAIPaBICHHOM
Tepanuu (MPEeIUKTUBHBIX MAPKEPOB) COCTABISAET TPETHIO 3a7auy J1aOOpaTOPHH.

Jlis  nocTrKeHHWsl YKa3aHHBIX 3a7ad B J1a00OpaTOpUM UCHOJB3YEeTCSl TOJNHBIA CIEKTP
COBPEMEHHBIX METOJIOB HCCIEJOBaHUS HYKIEHHOBBIX Kucinor — [II[P B pexume peanbHOro
Bpemenu, MLPA, cexBenuposanue JJHK o Canrepy, BBICOKOPONU3BOAUTEIHLHOE CEKBEHUPOBAHUE
TapreTHBIX MaHeNel TeHOB.

Knroueevle cnosa: ornyxonu eHTpaabHOW HEpBHOU cucteMbl, MLPA, renetndeckas abeppa-
1S, MOJIEKYJIIPHO-T€HETUYECKHE MapKephl OITYXOJIEH.

TYUIHAEME. JJUATHOCTUKAIAFBI MLPA OSJICI. Boposukosa A.B., XaGakosa
K.M., Paxumona A.b., AbunsaunoBa . K. «Kazakcran Pecrrybmukacer [Ipesunenti Ic bBackapmachr
Meauuuna OpraneirbiablH AypyxanacsDy [IDKK PMK, Acrana k., Kazakcran PecnyOnnkacs!.

JIMarHOCTHKAJIBIK MapKepJiiep/i aHbIKTay-IaTOTHOMOHHMKAJIBIK T'€HETUKAIBIK adeppanusiiap
3epTXaHaHbIH OipiHINI MiHICTIH Kypaiabl. Bip TONTHIH ilIiHIE iICIKTEp OpTYPIIi arpeCcCUBTLTIKKE Ue
00JyBI MYMKIH, OYJT aypyablH OoJkamblHA Tikelel ocep eteni. Toyekenre OediMaenrer emMaeyai
KYPri3y YUIH aypyablH eOroTiHAe OOmKaMIbl OMOJIOTHSUIBIK (OHBIH IMIHIAE MOJIEKYJIAJbIK-
TeHETUKAJIBIK) MapKepJIepAl aHbIKTay Ka)KeT-eKiHII MiHJET.

MornekynanslK OarbITTalIFaH Tepamnus MpernaparTapblHa CEe3IMTANIBIK MapKepiepiH aHbIKTay
(OomxaMIpI MapKepIiep) 3epTXaHaHbIH YIITHIII MiHACTIH KYpauIbl.

ATtanraH MiHIETTEpre KOJI JKeTKi3y YIIiH 3epTXaHaja HaKThl YaKbIT PEKUMIHIE HYKIEHH
KBIIIKBUIBIH 3€PTTEYIiH 3aMaHayH oicTepiHiH TonbIK crnekTpi — [ITP, MLPA, Canrep OolibiHIa
JIHK cekBeHausChl, TeH MaHeNbepiHiH )KOFapbl OHIM/II CeKBEHAIMSCHI KOJIJaHBLIA b

Tyitin ce30ep: opTamibIK Xylike xyHeciHiH icikrepi, MLPA, renetukanbik abepparus, icik-
TEPiH MOJIEKYIAPIIbI-TeHETHKAIIBIK MapKepJepi.

SUMMARY. MLPA METHOD IN DIAGNOSTICS. A.V. Borovikova, Zh.M. Zhabakova,
A.B. Rakhimova, G.Zh. Abildinova, RSE “Hospital of the Medical Center of the Office of the
President of the Republic of Kazakhstan” on the PCV, Astana, Republic of Kazakhstan.

Determining diagnostic markers - pathognomonic genetic aberrations - is the first task of the
laboratory. Within one group, tumors can have different aggressiveness, which directly affects the
prognosis of the disease. To carry out risk-adapted treatment, it is necessary to identify prognostic
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biological (including molecular genetic) markers at the onset of the disease - the second task.
Identification of markers of sensitivity to drugs of molecularly targeted therapy (predictive

markers) is the third task of the laboratory.

The laboratory uses a full range of modern methods for studying nucleic acids - real-time
PCR, MLPA, Sanger DNA sequencing, and high-throughput sequencing of targeted gene panels to

achieve these tasks.

Keywords: tumors of the central nervous system, MLPA, genetic aberration, molecular genetic

markers of tumors.

BBEJIEHHUE

OnyxoJu LIEHTpaJIbHOI HEPBHOW CUCTEMBI
U OKCTpaKpaHUAIbHBIE COJHHBIE OITyXOJIHU
COCTABJIAIOT OOJBIIMHCTBO OHKOJIOTHYECKUX
3a00JeBaHuH, XapaKTepu3ysich npu
3TOM 3HAYUTEIbHBIM pasHooOpa3ueM
HO30JIOTMYECKMX (OpM M  KIMHUYECKUX
IIPOSIBJICHUI. JuddepennunanbHas
JTMarHOCTHKHU HEKOTOPBIX u3 HUX
BO3MOKHAa TOJIBKO C IOMOIIBIO BBISBICHUS
creun(PUIECKUX MOJEKYISIPHO-TeHETUYECKUX
MapKepoB, TIOCKOJBbKY OIYXOJU HUMEIOT
CX0HOE MOP(}OJIOTHYECKOE CTPOCHUE H
UMMYHO(EHOTHII.

Ornpenenenue JMAarHOCTUYECKHUX
MapKepoB — MATOTHOMOHUYHBIX T€HETUYECKUX
abeppanyii  cOCTaBiIsieT NEpPBYIO  3agady
nabopatopuu. BHyTpu  omHON  rpynmbl
ONyXOJM ~ MOTYT  HMMETh  Pa3IHYHYIO
arpecCUBHOCTb, YTO HANpPSIMYIO BIUSET Ha
porHo3 3aboneBanust. s mpoBeAeHUs pUCK-
aJIalITUPOBAHHOTO  JICYEHUSI  HEOOXOAUMO
BBISIBIIEHUE IPOTHOCTUYECKUX OMOIOTUYECKUX
(B TOM umcie, MOJEKYJISIPHO-TEHETUYECKUX )
MapkepoB B JeOroTe 3a00lieBaHUs — BTOpas
3aga4a. Takol moaxos Mmo3BojisieT MPOBOAUTD
arpeccuBHOE MHOTOKOMIIOHEHTHO®
JIeYeHHe  MAIMEeHTOB TIPYHI  BBICOKOTO
pUcKa M  peaylHpoBaTh HHTEHCUBHOCTh
TEpanuy y TMAalUEHTOB C MPOTHOCTHYECKU
ONMaronpusATHBIMM ~ OIYXOJISIMH,  Onaronpaps
yeMmy yZJaercs J00MBaThCS MaKCHUMAaJbHOMN
s¢dekTuBHOCTH  JiedeHWss u  u30erarthb
M30BITOYHON TOKCHYHOCTH [ 1,2].

Psn  manmenToB  rpynnm  BBICOKOTO

pUCKa  SBJSIOTCS ~ KaHAMIATaMu  JUIsS
MIPOBECHUS WHANBUAYATU3UPOBAHHOTO
JICYEHUs, TOCKOJIbKY OHM HCUeprald 3amac
3G(}HEeKTUBHOCTH  CTaHAAPTHBIX  METO/OB
Tepanuu. TakTUKa JIeUeHHUs MOAOUpaeTcs Ha
OCHOBaHUHU OMOJIOTUYECKUX CBOMCTB OIMYXOJH
— MyTalMid, 3amyCTUBIINX OHKOTEHHYIO
TpaHcPOpMAIIUIO KIETKH U MOAIEPKUBAIOIINX
ee 3710KkauecTBeHHbIN Gpenotun. Takas Tepanus
HOCHUT Ha3BaHHE MOJIECKYJISPHO-HATIPABIEHHOM
WM TapreTHoi, oHa 3¢ (}eKTHBHA TOJIBKO MPH
HAJIMYUU MULICHH — aKTUBUPOBAHHOTO OHKO-
reHa WU OJOKHUPOBAHHOTO OHKOCYIIpECCcOpa.
BrisiBiieHHE MapKepoB YyBCTBUTEIBHOCTH K
mpemnaparaMm MOJIEKYISIPHO-HAIIPaBIEHHOW Te-
panuu (MPEeIUKTUBHBIX MAPKEPOB) COCTABISET
TPETHIO 3a7a4y J1a00paTOpHH.

Jns [OCTHXKEHHsS YKa3aHHBIX 3alad B
1abopaTopun MCHOIB3YEeTCs] MOMHBIM CHEKTP

COBPEMEHHBIX METOJI0B UCCIIEIOBaHMS
HYKJIEMHOBbIX Kucimor — [ILP B pexume
peabHOTO BpPEMEHH, MHO’KECTBEHHAs

JIMra3HO-3aBUCUMas aMIUTU(QUKAINAS 30HI0B
(MLPA), cexenupoBanue JJHK mo Caurepy,
BBICOKOIIPOM3BOJUTEIBHOE CEKBCHUPOBAaHUE
TapreTHBIX MaHEeJICH TeHOB.

B nmanHbIii mepuon BpeMeHH Hauboliee
aKTyaJbHbIM  CTAaHOBUTCS  HEOOXOIMMOCTb
TCHETHYECKOTO TECTa, MO3BOJISIOIIETO
UCCIICIOBAaTh ~ OJIHOBPEMEHHO  HECKOJBKO
reHoB. OpHOW U3 TakuX SKOHOMHYECKH
¢ pexTuBHBIX MeToauK siBissercs MLPA (ot
aurn. Multiplex ligation-dependent probe
amplification). MLPA — 3To TOuYHBIN U ObI-
CTpPBIi TOAXOA K OOHAPYKEHUIO JeJCHUd U
BCTAaBOK T'€HOMAa, KOTOPBIC YAaCTO SIBISIOTCS
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npuunHamMu paka. MLPA wmoxer ycnenrHo
oOHapyxuBaTh Bapuanuu yucia konuii (CNV)
BCEX DJK30HOB BHYTPH TI'€Ha OJHOBPEMEHHO
U C BBICOKOW YYBCTBUTEIbHOCTHIO [1,2].
MLPA-ananmu3 sBIS€TCS METOJIOM BBIOOpa
JUIl  OJHOBPEMEHHOI'O OIpPENEIICHUs psna
MyTallui, CBSI3aHHBIX C TEM WIM HWHBIM
TeHETUYECKUM 3a0oyieBaHHEM. TEeXHOIIOTHUS
MLPA npencraBisier co00i MyJIbTUTUIEKCHYIO
JUTa3HO-3aBUCUMYIO aMIUTH(PUKALIUIO 30H/I0B.
JlaHHBI METON MpeAcTaBIseT coOOH pasHo-
BUIHOCTh MynbTHIUIEKCHOU [ILIP, B pe3ynb-
TaTe KOTOPOH aMIUTU(PHUIMPYIOTCS HECKOJIBKO
pa3IMYHbIX MHIIEHEH TONBKO C OJHOM
npaiiMepHoil mapel. IlepBonauansHo MLPA
ObL1 pa3paboTaH Kak MHCTPYMEHT aHajlu3a
KOJIMYECTBA KON (M3MEHEHMsI YuCia KOMUN
réHa), U OH YCHEIIHO HCIOJb30BAJIC IS
TECTHUPOBAaHUS W HMACHTH(PHUKAIMKA COTEH
KPYNHBIX MyTallud B  MHOTOYHMCIIEHHBIX
reHax, CBA3aHHbBIX C 3a00J€BaHUEM, BKIHOYAs
DMD, BRCAI, NF1, SMN. HanbHeilinue
Moudukamu npotokorna MLPA pacmmpunm
o0yacTh €ero NpuMeHeHus. [[onoIHUTEIbHBIMU
MPUI0KEHUAMU MLPA ABJISAIOTCS
reHotunupoanre SNP (ompenenenuss us3-
BECTHBIX TOYEYHBIX MYTallMii), ONpeleTIeHNe
cTaryca METWJIMPOBAaHHSI UMIPUHTHPOBAHHBIX
u 1npomMoTopHbiXx ydactkoB JIHK, ananus
KOJIMYeCTBA  KONUHM B CErMEHTApHO-
DyOJIMpOBaHHBIX 00JacTAX, MPO(UIMpPOBaHNE
DKCIIPECCUU U T.J.

MATEPHUAJI U METO/IbI
M3menunBocts uncna komuii  (CNV)
B TEHOME UYeJOBeKa NOJy4yHjia IIHPOKOe

npusHaHue B nocienHue roael.  CNV
IPEACTaBISAIOT  CcOOON  Haclemayemble U
COMAaTHYECKHWE TOTepH H  HPUOOPETEHHS

cermenToB /IHK pasmepom ot <1 K6. mo >1
MO., ¥ MOTYT BKIJIIOYATh IEJbIe TEeHbI WIH
JlaKe HECKOJIbKO TeHOB. (DH3HOJIIOTHYECKHE
apdexkter  CNV  saBISOTCS  TPEeIMETOM
NIOCTOSTHHBIX HCCJICIOBAaHUN M BAPbUPYIOTCS OT
HEUTpaTbHBIX 10 MOTUPHUIMPYIONUX (PEHOTHI
¥ MyTaluil, BBI3BIBAIOIINX 3a00JIeBaHMUE.
[omumopdusie CNV  cOCTaBISIOT  OKOJIO

100

10% renomMa 4enoBeKa, NMEPEKPbIBAs COTHU
reHoB [3]. ['eHOMHBIE IeNIeIUOHHBIE MYTAallUH,
BO3HUKAIOIIME B  TIEHAX, BbI3BIBAIOLIUX
MEH/IEJIEBCKHE PAacCTPOMCTBA, MPEICTABISIOT
co00i 0co0yI0 MOAKATETOPHIO 3apOIBIIIEBBIX
CNV 1u cocrasustor 10 70% Bcex MyTaluii,
Ha0JII01aeMBIX B HEKOTOPBIX T'eHaX (Hampumep,
BRCA1, DMD, SMN). Kpome Toro, xoporuio
n3BecTHO, 4To CNV mIMpoKo pacnpocTpaHEH B
reHOME TUIIMYHOI'O paka U, BECbMa BEPOSATHO,
BHOCUT TaKOHM jK€ BKJIaJ B IATOTEHE3 paka,
KaKk M TodeuHble MyTanuu. OCHOBHBIM
71a00paTOPHBIM HMHCTPYMEHTOM Ui aHalu3a
myTtaiuii CNV B HEOOJbIINX TE€HOMHBIX
00JIaCTSIX SIBIISICTCS] MYJIbTUIICKCHAS JIUTA3HO-
3aBucuMast aMuidukanus 30u7108 (MLPA).
[IpuHiMn  Meroga — 3aKiroyaeTcss B
TOM, 4YTO KaXKIbIH 30HJ COCTOUT H3 JBYX
OJIUTOHYKJIEOTH/10B, KOTOPBIE Y3HAIOT CXOJHBIE
yuactkd JIHK. OnuH U3 OJUTOHYKIIEOTHIOB
30HAA COJEPKUT Yy4YacTOK, Yy3HaBaeMbIii
IpsIMBIM TIpaliMEepOM, BTOpPOH — OOpaTHBIM.
ITocne Toro xak 00a OJUTOHYKJIEOTHAA 30HAA
THOPUIN3YIOTCS C KOMIUIEMEHTAPHBIMH UM
ydactkaMu Ha Mmoiekyne /[IHK, mpoucxomut
UX JMTUPOBAHHWE B TIOJHOPA3MEPHBIN 30H].
[IpeumymiecTBo pa3zieneHusl 30HAa Ha JiBE
COCTaBHbIE YacTHU 3aKJIOYAETCSI B TOM, YTO
aMIUTU(HUIMPYETCST  TOJNBKO JIMTHPOBAHHBIN
MOJHOPA3MEPHBIA  30HA, @  OTHEJbHbBIC
OJIMTOHYKJIEOTHIIBI TPH 3TOM He OyayT
amruguupoBathes. Kaxaplii moaHopasmep-
HBIH 30H]] UMEET YHUKAJIbHYIO JUIMHY, TaK YTO
MIOJyYEHHBIE aMIIJIMKOHBI MOYKHO Ppa3JIEiMTh
U UISHTH(QHUIMPOBATH IyTeM KalWUISPHOTO
anektpogopesa. [lockonbky mpsiMoii mpaiimep,
UCTIONB3yeMblii B aMIUIM(UKAaIUU  30HIA,
MeYeH (QIIyOpPECIICHTHONH METKOM, KK IbIi
aMIUTUKOH ~ T€HEepHUpyeT  (IIyOpecLeHTHBIH
CHUTHAJI, KOTOPBI MOXET OBITh JETEKTUPOBAH
Ha FreHeTUYECKOM aHaJIN3aTope (CEKBEHATOPE).
CpaBHuBas 3HAUEHUSI CUTHAJIOB, MOJIyYE€HHBIX
UIs1 UCCIIEyeMOT0 00pasiia, ¢ JaHHBIMHU, TIOJTy-
YEHHBIMU 1151 pe(pepeHCHBIX 00pa3ioB, MOXKHO
ONpEAEIUTh  OTHOCUTEIIBHOE  KOJIUYECTBO
Kaxaoro amruimkona. [Ipu stom cuna duryo-
PECLIEHTHOIO CUrHaja OyIeT TeM BBILIE, YEM
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0O0JIBIIIE KOJIMYECTBO KOIUH TIEJIEBBIX YYaCTKOB
JTHK.

MLPA-ananu3 sBIsieTCst METOIOM BBIOOpa
JUTSL OTHOBPEMEHHOTO OMPEEIICHUS psifa My-
TaIH, CBSI3aHHBIX C TEM WJIA UHBIM T'eHETHYe-
ckuM 3abosneBanueM [3,4,5].

OcHosHble npenmyuiectBa MLPA MoxxHO
PE3IOMUPOBATH CIETYIOIIUM 00pa3oM:

-MoeT MpUMEHSIThCSI K OOJBIIOMY KOJIH-
YEeCTBY IeJiel (BbICOKasl MPOITyCKHAsI CIIOCO0-
HOCTb);

-MosxeT paznuuaTh MOCIIEI0BATEIIBHOCTH,
OTJIMYAIONINECS OAHUM HYKJIEOTHIOM, U MO-
XKeT OOHapyXHBaTh Pa3IUYusl B HEOOIBIIOM
KOJINYECTBE KOITHIA;

-Onpenenenue craTyca METHJIMPOBAHUS
UMITPUHTHPOBAHHBIX " MIPOMOTOPHBIX
yuactkoB JTHK;

-MokeT OBITh BBHITIOJTHEHO Ha OOJBIIOM
KOJIMYECTBE 00pa3I[0B OJHOBPEMEHHO;

-Jlns amanmmza tpeOyercst Bcero 30 Hr
resomHoit JIHK (oxono 3000 xnetok wiu 0,5
MJI aMHHUOTHYECKON KHUAKOCTH). B03MOkKHO
WCIIONB30BAaHUE Marepuajga C  YacTUYHO
nerpaaupoanHon JTHK;

-Merton TpeOyeT CTaHOAPTHBIX HAaBBI-
KOB pPabOTBl B MOJEKYISIPHO-TEHETHUYECKOM
naboparopuu H, B II€JIOM, HE TPEACTABISACT
CJIIOHOCTH TIPU HCTONB30BaHUU. BBUIY HC-

KIIIOYUTEIbHO MareMaTHYeCcKoro aHajiusa Io-
JIY4aCMbIX JAaHHBIX PC3YIbTAaThl JIUIICHLL Cy6’b-
E€KTUBHOCTH IIpU HHTEPIIPETALINH;

-9TO SKOHOMHUYHBIH CIIOCO0 MPOBEPKH T1e-
PECTaHOBOK, TyOIMPOBaHUS U yIaueHus [5].

PE3YJIbTATBI U OBCYXJIEHUE

Meroanka MIHMPOKO NPUMEHSIETCS BO
BceM wmwupe. [l ompeneneHuss KpyMHBIX
nenenui u nyrmkanuid B reHax SMN, DMD
SIBJSICTCS. 30JI0TBIM CTaHAAPTOM. B naHHOM
CTaTh€ PACCMOTPUM PE3YJIbTATHI, TOJTyUCHHBIE
B JlabGoparopuu = mepcoHATU3UPOBAHHOM
T€HOMHOH OUAarHOCTUKH bonpHunb!
MenuImMHCKOro ueHTpa YIpaBlIeHUs AelaMu
IIpe3unenra PecnyGnnku Kazaxcran.
Ha ©6a3ze mabGoparopun Obuta TpoOBeICHA
BHYTpUJIa0OpaTopHass BalHIallds METOA.
Mpb1 cpaBHUIM pe3yibTaThl HCCIEIOBAHUMN,
MOJIYYEHHBIX TOCJIE Pa3JIMYHBIX METOIUK C
O/IMHAKOBBIMU TapreTHBIMU peruoHamu. beuin
comoctaBienbl MeTo sl MLPA/NGS u MLPA/
[TIIP.

Ha pucynke Hxe nipeictaBieH GpparMeHt
13 0TYETa MOCIIe MPOBEESHHOTO UCCIIEIOBAHUS
metogoM NGS, rae mokazaHa aMIuidUKaIus
rena ERBB2 (HER?2) — xonuuectBo komnuii 30

(puc.2).

Copy Number Variations

Gene Locus
EREBZ chri7:37868168

CEMET chri®: 30303882

Copy Mumber
30.09

184

Pucynok 2. O6napyxenue ammndukanuu rena ERBB2 metonom NGS

Martepuan dTOro e TMamnueHTa Obll
npoa”anu3upoBad Merogom MLPA, rae Taxxke
OTMEUAETC YBEIUYECHHE KOIMYECTBA KOIHM.
Ha pucynke 3 ¢ rpadudeckuM n300pakeHHEM

MMUKOB YETKO BUJIHO, YTO 3HAYMUTEJIHHO BBIIIE
OCTaJIbHBIX UMEHHO MPOOBI, KOTOPHIE MPUKPE-
msiroTes k 9k3oHaM reHa ERBB2 (HER?2).
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Pucynok 3. I'paduk ammmndukanuu rena ERBB2, BeisiBiennoit meronom MLPA

ERBB2 mnpexacransier coboii pemnentop-
HYI0 TUPO3UHKWHA3Y, IPUHAICKAIYIO K Ce-
meiictBy kunaz EGFR/ERBB/HER.

beino mokaszaHo, 4TO uJEHBI ceMelcTBa
krHa3 ERBB akTuBupyIoT BaxKHEHIINE KIETOU-
Hbl€ CUTHAJIbHBIC IyTH, BKiItouas mytb PI3K-
AKT. Takum 00pa3oM, aKTHBAIMS PELEITO-
poB ERBB wu3-3a runepakcnpeccuu Oelka win
MyTAalM¥ CBsI3aHa C MHOKECTBEHHBIMH BUAMU
paka. UaTepecHo, uro ammmdukamnus ERBB2
u mytanus ERBB2 B ocHoBHOM (moutu B 80-
90% cnyuyaeB) B3aMMOUCKIIIOYAIOIINE U, TAKUM
00pa3oMm, IPEeICTaBISIIOT COO0H HEe3aBUCUMBIE
JIpaiiBepHbIC COOBITHS B OHKOTeHe3e [6,7].
[TockonbKy HECKOTBKO MHTHOUTOPOB KUHA3BI
ERBB?2 yxe KIMHUYECKH TOCTYIIHBI, B HACTO-
si11iee BpeMsi BaXKHO BCECTOPOHHE MTPOAHAINA3H-
pOBaTh UMEIOIIMECS JaHHbIE O (DYHKIIMOHATb-
HOIl poniu MmyTauuii ERBB2 B oHKOreHHOCTH 1

YYBCTBUTEIBHOCTH K JIEKAPCTBaM.

Ammumdukanus u ceepxakcnpeccus HER2
CBSI3aHBI C HEOJArompUSTHBIM MPOTHO30M
IIPU paKe MOJIOYHOM KeJe3bl U MOAXOIAT AJIs
tepanmun npotuB HER2. Takum o6pa3zom,
MpaBWIbHAs HACHTU(UKALUA TAIMEHTOB C
ammudukanuein HER2 wumeer pemaromee
3HayeHue [7,8,9].

Takxxe cinegyer OTMETUTh, YTO B XOJ€
MPOBEACHUSI  HCCIEJOBAaHUM  HA  IOMCK
amrmudukauu B reie ERBB2 (HER2) o6pa-
aet Ha cebs BHUMaHHe TOT (DaKT, 4TO HECOOT-
BETCTBUS B pe3yabTaTax HAOMIOAAIOTCS MEXITY
MMMYHOTHCTOXMMUYECKHUMHM  aHAJIM3aMU U
MLPA. Tak uwmxe OyneT mpencraBieHa Ta-
onmuna (puc. 4), TAe TapreTHbIE PETHOHBI reHa
ERBB2 umeroT retepo3uroTHyro Aeyeluto, To
ecTh | KOmuio reHa, HO B 3aKJIIOYEHUH UMMY-
HOTHCTOXMMHH Marepuai 0p11 HER2+.

=1 1P In=1) ey e (5]
=] 12-054.722460 i i 0.99 i
12-054, 765070 0,95 1,02 0.99 1,01
12-054.772780 0.98 i 1.01 1
12q (n=6} 12.054,777530 i 0,99 1.02 0,55
12-054, 779960 0.88 101 i 0.58
17-054,787020 7 7,01 701 0.5
|EL 170 tn=1) 17-017.072000 0.88 i 0.88 .04
= 17-022.654550 .01 0.55 1 1
17-022,662670 i i 0.88 1
17-035,083800 .02 0.98 0.99 1.0
17-025,097960 1,01 0.97 0.95 1,03
17-035.118220 i .02 i 0.93
17-025,121770 7 7,01 i 7
e (=T 17-035.122180 i i .01 i
17-035.125620 0.99 i 1 .01
17-025,133380 0.58 .01 i 1
17-035.133670 .01 0.5 0.59 .01
B 17-035,137640 i i i 1
MIENT-3 17-035,139500 i 0.98 i 1.0
= Ances Ai_nER ARanan T Tt e naT

Pucynoxk 4. Brissnenne 1 konuu rena ERBB2
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Takxe Hekoropble nmanean MLPA moryt toukoBoM Mytauuu B reHe EGFR, xotopas

BKJIIOYaTh B ce0s MyTallMOHHBIE IPOOBI, UTO Obuta oOHapyxkeHa merogoM NGS, 3arem ¢
YBEIIMYMBAET JIUArHOCTHYECKYIO IIE€HHOCTh [ENBI0 TPOBEICHUS BATUAALUMU U BHYTPH
METOJIa TeM, YTO Teleph MOKHO MOCMOTPETH n1abopaTOpHOI OIICHKU KauecTBa, mpoda Oblia
HE TOJIBKO HW3MEHEHUS KOJIMYECTBA KOIIMM, npoaHanusupoBaHa merogoM MLPA. XKenteim
HO W OOHApYXUTh KOHKPETHYIO TOYKOBYIO BbIJIeJIeHA MyTallMoHHas mpoba. OOHapyxeHa

myTauuo. [lokazarenbHbIM OyaeT mnpumep myTtanust L858R B 00oux ciyqasx (puc.S).
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Pucynok 5. I'papuueckoe nzodpaxenne MLPA obnapysxenHoit myTtaruu L858R.

EGFR — XOpOLIO U3BECTHBIN peuenTop TUPO3UHKHMHA3bI, KOTOPBIA MOXKET
IIPOTOOHKOI'€H OITyXOJH, YaCTO MYTHPYIOILIHIA MHULMUPOBATh HECKOJIBKO BHYTPUKIETOUYHBIX
IIpU PA3IUYHBIX TUNax paxka. OHKOTE€HHbIE CUTHAJIBHBIX ITyTeH, CIOCOOCTBYIOIIUX MTPOIH-
BapuaHThl, aktuBupyromue EGFR, wMoryt (depany pakoBBIX KJIETOK, WHTHMOHUPOBAHUIO
OBITh KaK YHCIOKOIMMMHBIMU (aMILTU(DUKAIHS ariornTo3a, MHBAa3WM, METACTa3UPOBAHUIO U
EGFR u neneuus), Tak ¥ MyTalusaMu HeOOIb- CTUMYJISIIMK HeoBacKysspuzanuu [10,11,12].
moro pasMepa (3amMeHbl, BHYTPHUPAMOYHbBIC Haubonee wuacteie wusmenenuss EGFR
JeNeliil U BHyTpuUpamMouHblie BcTaBku) [10]. MPOUCXOASIT HA  TEHETUYECKOM  YPOBHE
Craryc mytamuit EGFR sBnsercs BakHbIM (ammuukanus WM JeNenus, Kak BapH-
¢dakTopoM, BIHAIOUIMM Ha 3PPEKTHBHOCTD ant III pernenrropa snuaepManbHOro akTopa
J€YEHUsT HMHTUOMTOpaMM  TUPO3MHKUHA3BI pocta (EGFRVIIl)) wnm wa ypoBHe Oein-
(TKI). Pak nerkoro ¢ onpeaeiieHHbIMA MYyTa- ka (cBepxakcrpeccusi). HMsmenenus EGFR
uusmu EGFR (manpumep, nenerusimu L8S8R CIOCOOCTBYIOT TpoJud)eparvi, aHTHOTCHE3Y
U 9K30Ha 19 B paMKe CUMTBIBaHUS) YyBCTBH- U WHBAa3MHM, a TPH TIIHOOJACTOME TaKXKe
TeneH K nedennto MTK, Torna xak nossieHue PE3UCTEHTHOCTHU K JIy4EBOM U XMMHUOTEPAIIUH
Bropu4HOi MyTaruu T790M BbI3bIBaeT yCTOM- [10,12].
yuBocth kK UTK[10,11]. Mbl  mpoaHaNM3UPOBAIM  HECKOJBKO

I'en EGFR, yuutsiBast ero koppesnsiuio ¢ 00pas3IoB, JaBIINX MOJI0KHUTEIbHBIA Pe3yIbTaT
HEeOIaronpUsTHHIM MPOTHO30M, SIBIISIETCS BaK- Ha [I[[P-tecre wucnons3ys MLPA-ananus,

HBIM aHAJIUTUYECKUM MapkepoM oM. EGFR BKJTIOUAIONIMNA METKH, CHICHU(PUIHBIC IS MY-
MpPEACTaBIsET Cco00M  TpaHCMEeMOpaHHBIN tauuu BRAF V600E (puc. 6,7).
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Amplification Plot
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Pucynok 6. Ilomyuensie KpuBble aMIUTU(UKALNUKA, COOTBETCTBYIOIIME HOPMAJIbHON U

myTtuposanHon JJTHK.

CDKN2B-down 09-021,990540 1,16 112
IDH1-6 (MUT) p.RB132H) 02-208,821320 0 0
IDH1-6 (MUT) p.R132C) 02-208 821340 0 0
IDH25 (MUT) p.R172K) 15-088 432820 0 0
IDH25 (MUT) p.R172M) 15-088 432820 0 0
BRAF-15 (MUT) p.VBO0E)  |07-140.093570 72%

SPAST 02-032,215150 1,03 1,07

Pucynok 7. Llupposoe Beipaxenre MLPA obnapysxennoit mytaruu V60OE.

PazButne MHOTMX BHIOB pPaka CBS3aHO
C MyTalMsIMM B T'€He MPOTOOHKOoreHa B-raf
(BRAF). Kopupyemblii  OellOK  sIBIISI€TCS
KOMIIOHEHTOM CHUTHAJIBHOTO IyTH MHTOTEH-
AaKTUBHPYEMBIX POTEMHKMWHA3/KWHA3, PETryIIHu-
pyeMbIX BHEKJIeTOUHbIMU curHanamu (MAPK/
ERK), nepenatoriero mHpoOpMaIfio HU3BHE K
anpy kiaetku. OcnoBHast pyHkus mytu MAPK/
ERK 3axmrodaercs B peryisiiui pocTa, MUrpa-
uu 1 npoiudepanuu kietok. Hanbonee pac-
IpOCTpaHEHHbIEMyTalluu BBRAFTeHKOAUPYET
myTaHT VO600E (kiacc I), KoTopblii BBI3BIBAET
HETIPEPHIBHYIO AKTUBAIMIO M TPAHCIYKIHIO
CHUTHAJIa HE3aBHCHUMO OT BHEIIHErO CTHMYJIA.
CrnenoBarenbHO, mponudepanss U HHBA3HS
KJIETOK YCWJIMBAIOTCA Yy OOJBHBIX PAKOM C
Takumu myTtanusmu[13].

ITporoonkorern B-Raf (BRAF) xommpyer
[UTOIJIA3MaTHYECKYI0 CEPHH/TPEOHHMHKHHA3Y,
UTPAIOIIYIO KITFOYEBYIO POJIb B PETYIISALIUH Ty TH
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nepeayd  CHUrHaja MHTOrEH-aKTUBHPYEMOM
MPOTEUHKWHA3bl. AKTUBUPYIOIIAs MHCCEHC-
myTanus B kogoHe 600 sx3ona 15 (V600E)
rena BRAF Opmia waentudunupoBana mnpu
MHOJKECTBEHHBIX ~ HOBOOOpa3oBaHHsX. B
HACTOSIIEE BpeMs KIMHIUYECKHE TabopaTopuu
00bIYHO UCHONB3yIOT Metoabl [P mms
ananu3a mytanui B rene BRAF[13,14].

3AKVIFOYEHUE

Hammu pe3ynbrarhl IOKa3bIBalOT BBICOKYIO
CTENEHb COOTBETCTBUS MEXKIY Ppa3InYHBIMU
METOJIaMHU.

IIpoBenieHHas B 1aOOpaTOpPUM BalMaLus
nokaszana, 4yto MLPA siBisieTcsl 1OaXO0sIIIIAM
METOZOM Ui  OOHApYXEHHS T'E€HOMHBIX
abeppalii TpH COMAaTHYECKUX MYTaLUAX
U JEMOHCTPUPYET  BBICOKYIO  CTEIEHb
KOHKOPJIAHTHOCTU PE3YyJIbTaTOB C METOAAMM
IIIP u NGS. B T0 Xe Bpems eciu CpaBHU-
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BaThb METOJHMKH MEXTy co00i, To MLPA nmeet
psa IPEUMYILECTB — OH ObICTpee U JEIIEBIIE,
yem NGS; a no cpaBrenuto ¢ I11P, koropsrii
MPEOCTaBIsIeT HMHPOPMAIIMIO TOJIBKO IS
OTPaHMYEHHOTO 4YHCa T€HOMHBIX MHUIIEHEN
onHoBpeMeHHO, MLPA MoxxeT oOHapyXuBaTh
M3MEHEHHUsl KOJIMYECTBAa KONUH M TOYEUHBIE
MyTallM¥ OJHOBPEMEHHO B HECKOJIBKHUX Li€Je-
BBIX 00JIaCTSX.

ITo 3aBEPIICHUH MLPA-ananusa,
Onmarozmapsi TPYNIIUPOBKE TEHOB B TaHEIH
HY>KHBIM Il ONIPEAEJIEHHOTO THUIIA OIyXOJH
CIOCOOOM, MOYKHO COCTaBHUTbH IPEJICTABIICHUE
O TEHETHYECKOM TpOQHiIe OMyXoiH, a He
TOJILKO O HapyLIeHMsSX OAHOro reHa. Beuay
sToro meron MLPA naer Gomble mosie3HOMH
JMAarHOCTHYECKOW HMH(OPMAINH, TTOCKOIBKY
MI03BOJISIET KOMILIEKCHO OLIEHUTh MU3MEHEHMS,
MIPOM30UIEIIINE B T'€HOME  OIyXOJIEBBIX
kietok. B astom cmbicne MLPA-ananus
MIPEJICTABISAETCSl MEPCHEKTUBHBIM KaK JUIs
KIIMHUYECKUX, TaK U JIs (yHIAMEHTAIBHBIX
HCCIIEN0BaHUMN.
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VJIK 618.33

OTKA3 BEPEMEHHBIX OT UHBA3UBHOU ITPEHATAJIBHOM
JAUATHOCTHUKHU KAK ®PAKTOP CHUKEHUA DOPEKTUBHOCTHU
MPEHATAJIbHOM CJIYKBBI 3A 2018-2022 I'T. T ACTAHA

M. Xymaxanosa, J[.Maxcyrosa

I'KII na I[1XB «I"'opoackas maoronpoduasHas 6onbauIa No2y,

roposaa Acrana, PecriyOnuku Kazaxcran

3HAYUTENbHBIA Tporpecc B  0o0macTH
MpeHaTalIbHOW JUArHOCTUKH XPOMOCOMHBIX
0ose3Hell 00yCIIOBIIEH COBEPLIEHCTBOBAHUEM
TEXHUKHU TIOJy4YeHHs IUIOJHOrO MaTepuara,
a TaKKe IMOsBICHUEM HAJECKHBIX METOJIOB
XPOMOCOMHOI'O aHanmu3a. HNuBa3uBHbIE
METO/IbI MpeHaTaIbHOU JUarHOCTHKU
BKJIIOYAIOT XopHoHOMoncuo B I Tpumectpe
OepeMEeHHOCTH, M1aIeHTOOUOTICHIO,
aMHMOIIEHTE3 U KopJiolieHTe3 Bo 11 Tpumectpe.
OHu  oTHOCATCS K  BepUPUIUPYIOIIUM
METOJaM, TaK KaK IIO3BOJIAIOT TIIOJYYHUTb
MaTepuaia  IUIOAA,  HEOOXOAMMBIM  AJis
TOYHOMI JUArHOCTUKHU c IIOMOIIBIO
Cri€uaJIbHBIX J'Ia60paT0pHBIX METOO0B
uccienoBanus.  [lockonbKy — mpoBeaeHHE
MHBA3UBHBIX BMEIIATEIBCTB COMPOBOKIAETCS
OINpE/CIEHHbIM PUCKOM OCJIOKHEHUH, 3TU
orepanuy  OCYILIECTBISIOTCS TOJIBKO TIpHU
Hanmuuuu Tokazanui. Jlns  sddexkTuBHOrO
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(GbopMHpOBaHUs TPYII BBICOKOIO PHUCKA IO
POXKICHUIO IETEH C XPOMOCOMHBIMU O0JIE3HAMU
HCHOJIb3YIOTCS TPOTPaMMbl YIbTPa3ByKOBOIO
1 OMOXUMHUYECKOT0 CKPUHMHTA.

Ha ocHoBaHuum MHOrojeTHed paboThI
B 005aCTH TpPEeHATAIbHON MPOPHUIAKTHKH
OoTMe4eHa Haubojee dYacTas XPOMOCOMHas
[IaTOJIOTUsl 4ejoBeka — cuHapoMm J[layna. 3a
nepno12018-2022rrnoMeIMKo-reHeTHYeCKUM
MIOKA3aHUSAM M JKEIAHHUIO CYINPYKECKHX Iap
npepBaHo 248 GepeMEeHHOCTEH ¢ CHHAPOMOM
JlayHa y mJ10/10B, TOT/1a KaK BCETO POJIMBIINXCS
JieTel ¢ CHHIpOMOM JlayHa 3a aHaIM3UpyEMBbIid
nepuon 145. Takum o6pasom LleHTpom
OXpaHbl IJI0JAa CHUXKEHO POXKICHHE JAETel ¢
cunapomom Jlayna no 145 Bmecto 383 (162%).

C Lenpl0 MOHUTOPMHIA U ONPEACIICHUS
OCHOBHOM  TNPHUYUHBI  POXKICHUS  JeTel
¢ cuHapomoM Jlayna Obul  NpOBEJEH
PETPOCIEKTUBHBIM aHAIU3 KapT POKIACHHBIX
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JeTed ¢ XPOMOCOMHOW TATOJOTHEN U
MpeHaTajJbHbIe CKPUHHUHI-00CIIeI0BaHUS
KEHIIMH B Iepuo]i 0epeMeHHOCTH.

3a 2018-2022 rr. B llentpe oxpaHbl
wiojJa  OTAENEHUS  MEAUKO-Te€HETHYEeCKOM
KOHCYIIbTaIluU ropoja Acrana
3apEeTUCTPUPOBAHO 145 pOXKACHHBIX JeTed ¢
cunapomoM [layna. B ucciegoBanuu mnpose-
JieHa cTaThucThyeckas oOpaboTKa pe3yabTaToB
oOcienoBanus ux marepeid. M3 145 cioyqaes
B 13% (abc 20) OepemenHble BcTanu Ha «JI»
ydeT 1o OepeMeHHOCTH MO3/HO WJIM HEe Ha-
omronanucek. M3 ocrampHbIX 125 ciydaeB 1o
BO3pacTHOMY (akTOpy WM IO pe3ylbTaram
MIpEeHaTaTbHBIX CKPUHHUHT-00CIe10BaHU
OepeMeHHBbIe OBUTH OMPEJCIICHb B TPYIIY
MOBBIIIEHHOTO T€HETHYECKOro pHCKa IO
POXKIEHUIO IeTEeN C XPOMOCOMHOM ITaTOJIOTUEN
(87%): mo pe3yibTaraMm MPEHATAIHLHOTO
ouoxumuueckoro ckpunuHra 60%, mo Y3U
40% u cpenn Hux no BD 52%. Ananus
pe3yNbTaTOB IOKAa3bIBa€T, YTO OCHOBHAas
4acThb XPOMOCOMHOHM MAaTOJIOTMHU POAMUIIACH Y
KEHIIUH C KOMOMHHPOBAHHBIM MPEHATATLHBIM
pUCKOM 10 XpoMocoMHOHM mnatojoruu. Co
BCEH TIpyNIbl MOBBIIIEHHOTO T€HETUYECKOTO
pUCKa  CBOEBPEMEHHYIO  KOHCYJIbTAIIHIO
nipotwu Bcero 59% (86), 28% (40) He nponuiu
KOHCYJIbTAI[MIO0 TI0 MHUIUATHBE OEepeMEHHBIX
u B 13% (19) Menuko-reHeTHUYECKAS
KOHCYJbTallMsl  IIpOBEJIeHa  CBblle 22
Henenb. M3 Bceit rpynmbel 6epeMeHHBIX (86),
YTO CBOCBPEMEHHO TOJYYWIH  MEIUKO-
TEHETUYECKYIO0 KOHCYJIbTAIMI0O B 82 clydasx
(95%) OepeMeHHbIe KaTerOpHIeCKH
OTKa3aJquch OT TPOBEJACHHUS  HMHA3UBHOU
MPEHATATLHOW JIUATHOCTHKU W B 4 ciydasx
(5%) 6epemennbie nporutu UII/, Ho petmmin
OTKa3aThCsl OT MPEPBIBAaHUS OEPEMEHHOCTH C
XPOMOCOMHOM ITaTOJIOTUEN Y IUIOAOB.

Baxuoii 3aaueli B JajibHENIIIEM Pa3BUTHE
MpPeHATaIbHOW  MPOPUIAKTHKU  CHHApPOMA
HayHa, UCIIOJIb30BaHUE 3P PEKTUBHBIX
CKpUHHUHT o0cienoBannii u mposeaenune NI/,
YTO TO3BOJIAET MOMYYUTH OBICTPBIN OTBET H,
pU HEOOXOJUMOCTH, PACCMOTPETH BOMPOC O
npepbiBaHNe OEPEMEHHOCTH YK€ Ha pPaHHUX
CPOKax ¢ HaMMEHBIIINM PUCKOM JUJIS 3I0POBBS

skeHIUHBI. OOHApY)KeHHUE TTATOJIOTUH Y TUIOAA
U T1pepbiBaHue OEpeMEHHOCTH BO BTOPOM
TPUMECTPE COMPSHKEHO C MOPAIbHBIMH U
akymiepckuMu rpodiaemamu. IMeHHO oaToMy
CKpUHHMHTOBOE 0OCIeJoBaHUE OepeMEHHBIX,
oTOOp cCpead HUX JKEHIMUH C BBICOKUM
puckoM oOHapyxenue y mioga CuHzapoma
Jlayna u  mpoBeneHHE — IPEHATAIBLHOTO
KapUOTUIIMPOBAHUA  TUIOAA B TEPBOM
TPUMECTPE UMEET MPUOPUTETHOE 3HAUCHHE.

W3 mpoBeneHHOro aHanu3a CleayeT, 4To
Ha 3(PEKTUBHOCTh CHUKEHHUSI XPOMOCOMHOM
MaTOJIOTUM Y HOBOPOXKJIEHHBIX BJIMSET Kak
CBOEBPEMEHHOE IPOBEACHNUE MpPEHATATbHbBIX-
CKPUHUHT 00CIIeZIOBaHUN B MOJHOM OOBEME,
TaK ¥ COJTMapHasi OTBETCTBEHHOCTH CEMENHBIX
map 3a 370pOBbe Marepu U OyIyIliero
pebenka. Tonpko 0TKa3 OyaylIUX pOAHUTENEH,
KOTOpBIC OBUTH OTHECEHBI K TPYIIE BEICOKOTO
TEHETUYECKOTO pucka oT npoxoxaeuus MUITJ]
B nepuox 2018-2022rr npuBen K poXKIECHUIO
nerert ¢ cunapoma JlayHa B 85 cimydasix, 4To
coctaBuio 59% OT BceX NPUYMH POKICHUS
JeTel ¢ XPOMOCOMHBIMU  MATOJOTHUSMH.
JlaHHBI MOKa3aTenb SBISIETCS OTPOMHBIM
pesepBoM  yuydmieHus — 3(QQPeKTUBHOCTH
MpeHaTaIbHOW MEIUIIMHBI.
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TpeOoBanus kK 0()OPMIICHUIO TEKCTA
JJIsl aBTOPOB

OuepenHocTh 0(OPMIIEHUS HAYYHBIX CTa-
Te B HAYYHO-IPAKTUYECKOM KypHalie «Bect-
HUK MenMIMHCKOro 1eHTpa YnpasneHus Jle-
namu [Ipesunenra Pecny6muku Kazaxcrany:
1. VIIK, cTaThs HaUMHAETCS C yKa3aHUEM
komoB — Y/IK;
2. ®UO;
. Mecro paboTsl, ropos U cTpaHa;
. 3aroJIoBOK;
. AHHOTanwms (Ha SA3BIKE CTAThH);
. Kimrouesnie citoBa;
. Tekct cTarTpu;

. bubnmorpadus (cucok muTepaTypsi);
. JomonHuTENbHO: TeMa ITyOIWKaIHiA,
@®.1.0. aBTOpOB, MECTO PabOTHI, TOPOJI, CTPaHA
W aHHOTAallMA C KJIIOYEBBIMU CJOBaMHU (Ha 3-X

SI3bIKAX: Ka3aXCKUU, PYCCKUI, aHTIIMUCKUT).

O 0 3N B W

Tumynbvhas cmpanuya yKa3vleaemcs:

1. 3armaBue cTarbu - PabOTHI JOJIKHO
OBITH TI0O BO3MOXKHOCTH KpaTkuM (He 6omee 120
3HAKOB), TOYHO OTPAXKAIOIINM €€ COJEpKaHUE.
Crnenyer u3berarh 3arnaBuii B (hoopMe BOIPO-
CUTEJIbHBIX MPEIIOKEHUM, a TAKKE 3arIaBUi,
CMBICII KOTOPBIX MO>KHO IPOYECTh HEOJHO3HAY-
HO. HeoOxonuMo ucnosiab30BaTh TOJIBKO CTaH-
JapTHbIe cokpamieHust (aO0peBuaTypshl), HE
MPUMEHSTh COKpAIllEHUS! B Ha3BaHUM CTaThH.
[TonHbI TEpMUH, BMECTO KOTOPOTO BBOAUTCS
ab0peBuarypa, 10JKeH IPe/IIecTBOBaTh Mep-
BOMY MPHUMEHEHUIO JaHHOTO COKpAIlCHUS B
TEKCTe.

2. daMuiIuu U UHUALHUAILL KaXKIOro W3
aBTopoB (mpudrtom Times New Roman, sxup-
HBIM, KeTib — 12).

3. IlonHoe Ha3BaHWE BCEX OpraHMU3alIMi,
K KOTOpPBIM OTHOCSITCSI aBTOphlL. Eciu aBTOpHI
paboTalOT B pa3HbIX YUPEXKIEHUSX, TO CBA3b
KaXXJ0ro aBTOpa C €ro opraHu3anueil ocy-
LIECTBIICTCS C TIOMOIIBIO 3BE370UYKU BEpXHe-
r'O perucTpa.

* Ilpumeuanue: (na 3-x A3bIKaAX)

OIIBIT MPOTHO3UPOBAHUSA OKUJTAEMOM JONOJHUTEIBHOM CMEPTHO-
CTHU ITPU ITIOTEIVIEHUH KJIMMATA HA ITPUMEPE I'OPOJA APXAHI'EJIBCKA

A. A. llanomnukos, b. A. Pesuu, *B. II. Mesemko, *B. A. ['oBopkoBa,
*T. B. IlasoBa, **7K. JI. Bapakuna

Hnemumym napoonoxossticmeenno2o npoenosuposanus PAH, 2. Mockea
*[nasnas ceoghusuueckasn oocepsamopus um. A. M. Boeiikosa, 2. Cankm-Ilemepbype
**Cesepnblii 20cyoapcmeeHHblll MEOUYUHCKULL YHUGepcumem, 2. Apxaneensbck
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AHHOTANMUSA (abcTpakt) — KpaTkas XapaKTepUCTHKA HAyYHOW CTAaThbH C TOUYKH 3PEHHUS €€
Ha3HAYECHMS, COICPIKaHUs, BUA, (POPMBI M IPYTUX OCOOCHHOCTEH.
AHHOTAaIMS BBIIOJHSET CIEAYIOLNE PYHKYUU:

. JTa€T BO3MO)KHOCTh YCTAHOBUTH OCHOBHOE COJIEP’KaHME HAyYHOH CTaTbU, ONPEAEIUTH €€
PENeBaHTHOCTb U PEIINTH, CIEIYET JIN 00PAIIaThCs K MMOTHOMY TEKCTY CTaTbH;
. UCTIONB3yeTCs B MHPOPMALIMOHHBIX, B TOM YHCJIE aBTOMAaTH3UPOBAHHBIX CUCTEMAX IS 110-

ucka nHpopMauuu. AHHOTANUS TOJDKHA BKIIOYATh XapaKTEPUCTUKY OCHOBHOW TEMBI, TPOOIEMbI
HAy4HOW CTaThH, LENU pabOTHl U €€ pe3ylbTaThl. B aHHOTAIMM yKa3bIBalOT, YTO HOBOTO HECET B
ce0Oe JaHHas CTaThs B CPAaBHEHUU C APYTUMH, POACTBEHHBIMH 110 TEMATHKE U IIEJICBOMY Ha3Haue-

HUIO.

Pexomenayemsblii cpenuii 00beM aHHOTAUM 250 Me4YaTHbIX 3HAKOB U B KOHIIE JOTOJIHU-
tenbHO nepeBoA Ha kazaxckoM (TYUIH/I) u anrnuiickom si3eike (SUMMARY).
KJIFOYEBBIE CJIOBA nomxHbI OBITh Ha 3-X si3bIKaxX (Ka3aXCKUH/KIJIT co3ep, aHTHIHCKUA/

keywords).

TEKCT CTATBMH - nomxeH umeTs cie-
AYIOIYIO CTPYKTYPY.
. Beenenne. B Hem Qopmynupyercs
1e1b U He0OXOAUMOCTb MPOBEIECHUS UCCIEN0-
BaHMsI, KPATKO OCBELIACTCS COCTOSIHUE BOIPO-
ca CO CChUIKaMH Ha Hamboiee 3HaYUMBIE ITy-
OnmuKaruu (10 2 CTpaHuI).
. Marepuaa u meroanl. lIpuBonsrcs
KOJINYECTBEHHBIE M KAYECTBEHHBIC XapaKTe-
PUCTHKM Marepuajla HUCCIIEOBaHUs (Hampu-
Mep, MallMeHTOB), BCE METObl HUCCIIEI0BaHUI,
npuMeHsBIIMecs B padore. [Ipu ynommuHanum
anmaparypbl 1 HOBBIX JIEKAPCTB B CKOOKax yKa-
3BIBACTCS NPOU3BOAUTENL M CTpaHa. [laercs
noApoOHOE OMUCAHWE CTAaTHCTUYECKHX METO-
JIOB U CTaTUCTUYECKUN MAKET, IPUMEHSBILINI-
csi mpu 006paboTKe pPe3yabTaToB.
. PesyabTarel n o6cyxnenue. [lanHbie
MIPEAOCTABIISIIOTCS B JIOTMYECKOW I10CIIEN0Ba-
TEIBHOCTHU B TEKCTE, TAOINLIAX U HA PUCYHKAX.
B Tekcre He nomyckaeTcs HOBTOP BCEX JaHHBIX
13 TaONUIl ¥ PUCYHKOB. Benn4unHbI n3MepeHuit
JOJDKHBI COOTBETCTBOBaTb MeXyHapOIHOU
cucteme eaunui; (CH). Heobxonumo noguep-
KHYTh HOBM3HY pE3Yy/lbTaTOB COOCTBEHHOIO
HCCIIEI0BAHMS U, 110 BO3MOXKHOCTH, CONOCTa-
BUTh UX C JJAHHBIMU JAPYTHX UCCIIEIOBATEIICH.
B o0cyxeHre MOXHO BKJIIOYaTh 0OOCHOBAH-
HBIC PEKOMEHJALMM M KPAaTKOE 3aKIIOYCHHE
(BBIBOJIBI). OO30DBI, JIEKIIUU U PEIaKIIMOHHbIE
CTaThu MOTYT O(OPMIISITHCS HHAYE.

Hugpoeoii mamepuan - npencTaBiseT-
Cs1, KaK MPaBUJIO, B BUJIE TaOJUII, pacoararo-
IIUXCS B BEPTUKAILHOM HANpPaBICHUU JIMCTA.
OHU JTOJKHBI MIMETh TOPSIIKOBBIA HOMED, Ha-
3BaHUE, 3aroJ0BKU rpad JODKHBI TOYHO COOT-
BETCTBOBATh UX COACPIKAHUIO.

Hnnrocmpayuu (bororpaduu, puCyHKH,
YEePTEeXKHU U T. A.) - JOJDKHBI UMETH MOPSIKO-
BBl HOMEp, HAUMEHOBaHHE, CONEPKAaTh 00b-
SICHEHHE BCEX KPUBBIX, OYKB, (P U APYTHX
YCIIOBHBIX O0O3HAueHWH, CBEICHHUS 00 yBe-
JMYEHUH, METOJIE OKPACKU MJIM UMIPErHALUU
Marepuaia (B 00s3aTeIbHOM MOPSIKE MpPeao-
CTaBJIsIeTCS 3JEKTPOHHBIA BapuaHt). JlaHHbIE
PUCYHKOB HE JOJDKHBI TOBTOPSTH JIaHHBIC
tabmuy. KauecTBo wiumrOCTpauuii  AOIKHO
o0ecrieynBaTh MX YETKOE BOCIPOU3BEICHUE,
¢dororpaduu AOMKHBI OBITH KOHTPACTHBIMH,
yepHo-OenbiMu. Ha obopore kaxaoil miito-
CTpaIlH CTABUTCS MOPSAKOBBIA HOMEp, (paMu-
JMsT aBTOpa U TOMETKa «Bepx». Dortorpaduu
aBTOpaM HE BO3BPALIAIOTCA.

OneKkTpoHHBIH BapuaHT ¢ortorpaduii u
PHUCYHKOB JIOJDKEH OBITh BBITIOJHEH B (hopmare
.Jpg (mokazarens kauecTBa He HUXKE 8), .tif (6e3
cxarust, 300 dpi), auarpammsl ¥ rpaduKku — B
dopmare.doc wmm .xlIs. (mporpamma Excel). B
auarpaMMax v rpadukax JOJKHBI OBITh YETKO
MOANKCAaHBl OCH M 3HA4YCHUs JaHHBIX. Hanu-
yre TaONUIbl JAHHBIX, IO KOTOPBIM CTPOUTCS
rpaduK WM Auarpamma, obssarenbHo. Yep-
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HO-0eJIble TIOIyTOHOBBIE M300paKEeHUs JOJK-
HBI OBITH COXpaHEHHI Kak grayscale. Hocure-
au: CD-gucku, USB-flash.

JIONIOTHUTENBHO TPEAOCTABIACTCS BO3-
MOXXHOCTh OMYOJMKOBaHHUS WJLTIOCTPALlUi K
CTaThe B BHUJIE IIBETHBIX BKIJIAJIOK.

[lepen cnuckoM JHUTEPaTyphl peNaKIUs
PEKOMEHyeT YyKa3blBaTh PETUCTPAL[IOHHBIC
HoMepa ORCID u SPIN s Bcex aBTOpOB
CTaThbu. ITO HEOOXOAMMO ISl HACHTU(DUKAITIH
YUTATENISIMU JIPYTHX CTaTei aBTOPOB M MOBBI-
IICHUS] UX LIUTUPYEMOCTH. Brlimenepeunciien-
Hble HOMepa (IIpU UX OTCYTCTBMM) HEOOXOAM-
MO CO3J1aTh Ha CIEIYIONUX caiTax:

Jis mommydenuss ORCID — https://orcid.
org/register ;

s momydenuss SPIN — http://elibrary.
ru/projects/science_index/author tutorial.asp;

Crniucok nmuTeparypsl TOJDKEH HpPEeAcTaB-
JATh  Cco0OM  KpaTkoe Oumbimorpaduueckoe
OTMCaHKE IUTUPYEMBIX PadOT B COOTBETCTBUH
¢ T'OCT 7.0.5-2008.

BUBJINOI'PA®USA (criucok nutepary-
ps1) - mpudrom Times New Roman meuara-
eTcst uepe3 1,5 nHTepBana, Kaxablii HCTOYHUK
C HOBOW CTPOKH TOJ TOPSIIKOBBIM HOMEPOM,
He Oonee 30 MCTOYHUKOB, IJIS KIMHUYECKHX
0030poB — He Oonee 70. B cniucke Bce pado-
Tl TIEPEUUCIISIIOTCS B TIOPSAKE ITUTHPOBAHUS
(ccbuTOK Ha HHMX B TeKcTe). B Tekcre crarhu
O6ubnuorpaduyeckre CChUIKM JAOTCs apad-
CKUMU nu(ppaMu B KBaApaTHBIX ckoOkax. Ha-
3BaHUS KYPHAJOB JOJDKHBI OBITH COKPAICHBI
B COOTBETCTBUM ¢ NMpHHATHIM B Index Medicus
MPaBUIIOM.

[Topsimok cocTaBieHUs] CIUCKA CIEIYIO-
mwii: a) aBTop(bl) KHUTH WK CTaThu; 0) Ha-
3BaHUE CTaThH, )KypHaJla, KHUTH; B) BBIXOTHBIE
JaHHbIe (TOPOJ, TOJl, TOM, HOMEP, CTPAHUILIBI).
[Ipu aBTOpCKOM KOJUIEKTHBE 10 4 4YermoBeK
BKJTIOUMTENFHO YIIOMUHAIOTCSI BCE aBTOPHI (C
UHHIIAATAMU TT0CiIe GaMUIIHiA), TpU OOIBIINX
ABTOPCKUX KOJJIGKTHBAX YIOMHUHAIOTCA 3 TIep-
BBIX aBTOpa M J00aBIsETCS «H 1p.» (B MHO-
CTpaHHOH yuTeparype — «et al.»). [Tomumo
aBTOPOB KHHUT CIIeyeT YKa3aTh PEIaKTOpPOB
WIM COCTaBUTENIeH. EciM cchlika maercs Ha
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IJ1aBy W3 KHHTH, CHadaja yIOMUHAIOTCS aBTO-
pBI TJIaBBI, HA3BAaHUE KHUTH TOCIE JIBOWHOTO
pa3zeneHus U BBIXOIHBIC TaHHBIC.

B cooTrBeTcTBUM ¢ TpeOOBaHUSMU MEXK-
JTYHApOIAHBIX CHCTEM IIMTHPOBAHHUS OUOINO-
rpadpuueckue crnucku (References) momKHBI
JaBaThCS HE TOJHKO HA sI3bIKE OPUTHHAIA, HO
U B JaTHHUIE (poMaHCKuM andasurom). [1os-
TOMY aBTOPBI CTaTel JOJKHBI MPEIOCTABIATh
CIHUCOK JIUTEPaTyphl B JIBYX BapuUaHTaX: OJIUH
Ha SI3bIKC OPUTHHAJA, & JPYrod — B pPOMaH-
ckoM andasute. Ecau B CIUCKE €CTh CCBUIKU
HAa HMHOCTPAHHBIC MyONHWKAIIMHA, OHU IIOJHO-
CTBIO TIOBTOPSIFOTCSI B CITHCKE, TOTOBSIIIIEMCSI B
pOMaHCKOM ayiaBuTe.

B pomanckom andasure ams pyccko - (0e-
JIOPYCCKO -) SI3BIYHBIX MCTOUHUKOB TpeOyeTCs
clenyromas CTpyKTypa Oubmuorpadudeckon
CCBUIKHM: aBTOPHI (TpaHCIHUTEpalnsi), IEPEBO
Ha3BaHUS CTATbH WJIM KHUTH HAa AHIJIMACKUN
S3bIK, HA3BaHWE WCTOYHHMKA (TpaHCIUTEpa-
1I1s1), BBIXOAHBIC JaHHBIE B IudpoBoM (op-
MaTe, yKa3aHHWe Ha SI3BIK CTaThWl B CKOOKax
(in Russian). Ha caiite http://www.translit.ru
MOYKHO OECITIaTHO BOCIIOJIB30BATHCS MPOCTOM
MPOrPaMMOI TPAHCIUTEPAIUHA PYCCKOTO TEK-
CTa B JIATHHHILY.

TexHO0JI0THSI MOATOTOBKH CCHLJIOK C HC-
M0JIb30BAHMEM CHCTEMbI ABTOMATHYeCKOW
TPAHCJUTEPALIMU U NIePeBOIYNKA.

Ha caiite http://www.translit.ru MoxHO
BOCTIOJIb30BaTbCsl MPOrpaMMOM TpaHCIUTEpa-
IIUHM PYCCKOTO TEKCTA B JATUHHILY.

1. Bxogum B mporpammy Translit.ru. B
OKOIIKE «BapUaHTBD BBIOMpPAEM CHUCTEMY
tpanciutepanuun BGN (Board of Geographic
Names). BcraBnsiem B cieninanbHOE MOJIE BECh
TeKCT Oubnuorpaduu, KpoMe Ha3BaHUS KHUTH
WINA CTaTbH, Ha PYCCKOM SI3BbIKE M HAXKHMaEM
KHOTIKY «B TPAHCIHT.

2. KomupyeM TpaHCIMTEpUPOBAHHBIN
TEKCT B roToBsIuiics criucok References.

3. IlepeBoaMM C TIOMOUIBIO MEPEBOAYMKA
Google na3zBanue cratby, MOHOTpaduu, cOOp-
HUKa, KOHQEPEeHIIUH U T. JI. Ha AHDIUUCKHIA
A3BIK, IEPEHOCHUM €TI0 B TOTOBSIIMICS CIHCOK.
IlepeBon, 6e3yciioBHO, MOTPeOyeT peaaKTUPO-
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BaHMSL.

4. OObenuHsIEM OMHCAHHS B TPAHCIUTE
U TiepeBofHOe, 0(OpMIIsii B COOTBETCTBUU C
NPUHATBIMU TIpaBwiIamu. Ilpu sTom HeoOXxo-
MO PAacKpbITh MECTO W3HaHus (Hampumep,
Moscow) u, BO3MOXKHO, BHECTH HEOOJBIIHE
TEXHUYECKHE TIOTIPABKH.

5. B KOHIIE CCBUIKH B KPYIJIBIX CKOOKax
ykaszbiBaetcs (in Russian). Cebuika rorosa.

[Ipumepbl TpaHCAUTEPANMU PYCCKOSI-
3bIYHBIX HCTOYHHUKOB JIMTEPATYPHI JJIs1 aH-
IOA3BIYHOTO 0JIOKA CTAThU:

Onucanue _pycckoA3bl4HO20 _8aApUAHMA
CmMamoll U3 JHCYpHaNa:

1. Krasovskiy G. N., Yegorova N. A.,
Bykov I I Methodology of harmonizing
hygienic standards for water substances, and
its application to improving sanitary water
legislation. Vestnik RAMN. 2006, 4: 32—6 (in
Russian).

Onucanue _cmamvu__u3 _91eKMPOHHO20
JACypHana:

2. Benoszepos 10. M., /loseans M. U., Oc-
manose U. M. u op. Tpoghomponnoe enusmnue
KapHumena y NOOPOCMKO8 C NpPONANCoM Mu-
MPANbHO2O KIANAHA U NOBLIUWEHHOU YIMOM-
nsemocmoio. 2011. Avaiable at:http://www.
rosmedportal.com/index.php?option=com_
content&view=article&id...

(Accessed 31 October 2013).

Onucanue pyccKoa3blYHOU KHUSU (MOHO-
epauu, coopruka):

3. Pokrovskiy V. M., Korot’ko G. F,
eds. Human physiology. 3rd ed. Moscow:
Meditsina; 2013. (in Russian);

4. Latyshev V. N. Tribology of cutting. v. 1:
Frictional processes in metal cutting. Ivanovo:
Ivanovo St. Univ.; 2009. (in Russian).

Onucanue Unmepnuem-pecypca:

5. APA Style (2011). Available at:
http://www.apastyle.org/apa-style-help.aspx
(accessed 5 February 2011).

Onucanue ouccepmayuu.:

6. Semenov V. 1. Mathematical Modeling
of the Plasma in the Compact Torus: diss.
Moscow, 2003. (in Russian)

Onucanue I'OCTa:

7. State Standard 8.586.5—2005. Method
of measurement. Measurement of flow rate and
volume of liquids and gases by means of orifice
devices. Moscow: Standartinform Publ.; 2007.
(in Russian).

Onucanue namenma:

8. Palkin M. V. The Way to Orient on the
Roll of Aircraft with Optical Homing Head.
Patent 2280590, RF; 2006. (in Russian).

*Aemop Hecem _omeemcmeeHHoCmb _3d
NPABUNLHOCIL OUOIUO2DADUYECKUX OAHHBLX.

JOINOJHUTEJIBHO k crarbsam:

B crarbe 10mKHBI UCHIOIB30BATHCS TOJIb-
KO CTaHJapTHBIC COKparieHus (abOpeBuary-
pbl). He 10JKHBI NPUMEHSATBHCS COKpALICHUS
B Ha3BaHWM CTaTbu W B aHHOTAaMU. [loyHbIN
TEPMUH, BMECTO KOTOPOTO BBOAUTCS COKpallle-
HUE, JIOJDKEH MPEIeCTBOBATh MEPBOMY IpH-
MEHEHUIO 3TOT0 COKpALIEHUs] B TEKCTE (eciu
TOJIBKO 3TO HE CTAaHJIapTHas €MHULA U3Mepe-
Hus). CrienuanbHbIe TEPMUHBI CIIEAYET TPUBO-
JIUTh B PyCCKOM I1E€PEBOJIE.

Crarby, NOCTYNIMBIINE B PEIAKIHIO, 005-
3aTeIbHO aHOHMMHO peleH3upyroTcs. Ecou y
PELIEH3EHTOB BO3HUKAIOT IO CTaThe BOIIPOCHI,
TO OHA C KOMMEHTAPUSIMU PELIEH3EHTa BO3Bpa-
maercs aBTopy. [laTtoil mocTymiieHus cTaTbu
CUMTAETCs JaTa MOJy4YeHUs peAaKUeil OKOH-
4areabHOI0 BapUaHTa CTaTbU.

Penakumst ocrtaBnsier 3a co0Ooi mpaBo
COKpallaTb TEKCT U BHOCUTb B HEIO pelak-
TOPCKHE M3MEHEHHUs, HE HCKAXKAIOLIUE CMbLI
CTaTbM (JIMTEpaTypHass M TEXHOJIIOIMYecKas
IIPABKa).

ABTOp, HampaBiisig CTaTbi0 B PENAKIIHIO
JKypHasa, IepeaaeT CBOM IIpaBa Ha U3/laHUE B
JKypHaJe, pa3MelleHUE e Ha caiiTax )KypHaJa,
HAy4YHOW 3JeKTpOHHON Ombmmorexu eLibrary.
ru. ¥ B MEXJyHapOJHBIX 0a3ax JaHHbIX.

Crarbu, panee onmyOJMKOBaHHBIE WA Ha-
NPaBJICHHBIC B JPYTOH KypHAI WU COOPHUK,
HE IPUHUMAIOTCA.

CraTby pEeKIaMHOIO XapakTepa, a TaKxKe
MOCBAIICHHBIE IOOWICHHBIM U MAMSITHBIM J1a-
TaM, OTYETHl O KOH(EPEHIUSIX U Cche3aax Iy-
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OJIMKYIOTCS TOCTIE MPEABAPUTEIBHOMN OILIATHI.
Cratbu aBTOPOB, HE SIBISIOIIUXCS MOANUCUH-
KaMU JKypHaJja, Ie4yaTaroTcs Ha IJIaTHOM OCHO-
BE, €CJIM CTaThsl HE 3aKa3aHa pelaKIuei.

Pykomnucu, He COOTBETCTBYIOLIME yKa-
3aHHBIM TpeOOBAaHUSAM, HE PAaCCMATPHUBAIOTCSI.
Pabotbl, HE NpUHATHIE K [I€4aTH, aBTOpPAM HE
BO3BpAILlAIOTCS.

[lepeneuarka MarepuasoB, OIyOINKO-
BaHHBIX B JKypHalle, APYTMMHU (DU3HUECKUMHU
U IOpUINYECKUMH JHMIIAMH BO3MOXHA TOJBKO

C TIMCHMEHHOTO COIVIACHSI PelaKiuu ¢ 00s13a-
TCJIBHBIM YKAa3aHUCM BBIXOAHBIX JJaHHBIX KYyP-
Haja, B KOTOPOM OB OIyOJIMKOBAaH MaTepHall.

*Penakiys OCTaBISET 3a COOO0i MpaBo Ha
penaktupoanue. Crarbu, oopmiieHHBIE 0€3
coOnoieHre NaHHBIX TpeOoBaHMM, paccMa-
TpUBaThcs HE OylyT U aBTOPY HE BO3PaBaIOILIT-
csl.

14. Appec pemakuuu: 010000, p-H
Ecwib, . Acrana, yn. Monrinik en, 80, e-mail:
vestnik 2002@mail.ru.

www.heraldmed.org
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AbunpauaoBa [TK., [lalimepaeHKbI3bI A.
«UMIT» AKITAPATTBIK-TAJIJIAY )KYHECIHIH

JTEPEKTEPI BOVBIHIIA TYA BITKEH JIAMY AKAYJIAPBIHBIH,
KULJIIT'T MEH KYPBIJIBIMBIH TAJIZIAY.

()]

'K . AbunbnunoBa, A.lllaiiMmepaeHKbI3bI
AHAJIN3 YACTOTHBI 1 CTPYKTYPbBI BPOXJIEHHBIX

ITOPOKOB PA3BUTUA 110 JAHHBIM HH®OPMAIIMOHHO-
AHAJIUTUYECKOM CUCTEMBI «UMIT»

G.J.Abildinova, A.Shaimerdenkyzy

ANALYSIS OF THE FREQUENCY AND STRUCTURE

OF CONGENITAL MALFORMATIONS ACCORDING

TO THE INFORMATION AND ANALYTICAL SYSTEM «UMIT» 5

W

Ayenbexona P.1., Kynmypatosa 3.A., Abunnaesa M.E., baibxymarosa b.H., baiimycaesa A.
XPOMOCOMAUJIBIK ABEPPALIUSAJIAPABIH ITPEHATAJIBAbI
JAUATHOCTUKACBIHBIH TUIMALIIT'TH BAFAJIAY. 15

P.1. Ayenbekosa, 3.A. Kynmyparosa, M.E. Abunnaesa, b.H. baitxxymaroBa, A. baiimycaesa
OLIEHKA D®®EKTUBHOCTH IPEHATAJILHOM
JTUATHOCTHUKH XPOMOCOMHBIX ABEPPAITAI 15

R.I. Auelbekova, Z.A. Kulmuratova, M.E. Abildaev, B.N. Baizhumatova, A. Baymusayeva
EVALUATION OF THE EFFECTIVENESS OF PRENATAL
DIAGNOSIS OF CHROMOSOMAL ABERRATIONS.....cccintiiinnnniecnsssnsnccsssnssscsssonssscsnes 15

Ecenamanosa C.M., boiiko JI.H., Alitkanuesa [.M., )Kumbexosa A.b., Mycpenosa H.A.,
Bexbocunosa I'.K.

AKTOBE OBJIBICBIHJIA IPEHATAJIBJIBIK CKPUHUHI' TIH,

TUIMILJIITIH Y BIMJACTBIPY. 21

C.M. EcenamanoBa, JI.H. boiiko, I'M. Ailitkanuesa, A.b. JKumbekosa, H.A. Mycpemnosa, ' K.
bexbocuHoBa

OPTAHU3AIIUSA DPPEKTUBHOCTDb NIPEHATAJIBHOI'O

CKPUHUHTIA B AKTIOBUHCKOM OBJIACTH 21
S.M. Esenamanova, L.N. Boyko, G.M. Aitkalieva, A.B. Zhimbekova, N.A. Musrepova, G.K.
Bekbosynova

ORGANIZATION AND EFFECTIVENESS OF PRENATAL

SCREENING IN AKTOBE REGION 21
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Kacenosa XX.H., [laiipabaeBa M.C., Pynenxo A.M.
2018-2022 KBIJIJAP KEZEHIHJAE HIBIFbIC KASAKCTAH OBJBICBIHIA

JK.H. Kacenosa, M.C. [laiipabaeBa, A.M. Pynenko
OPTAHU3AIIUS TIPEHATAJIBHOT'O CKPUHUHTA B BOCTOUYHO-
KA3AXCTAHCKOM OBJACTH 3A MTEPU O/ 2018-20221 T.......vcureerreererensesnesessesnesessenns 26

Zh.N. Kasenova, M.S. Dairabayeva, A.M. Rudenko
ORGANIZATION OF PRENATAL SCREENING IN THE EAST
KAZAKHSTAN REGION FROM 2018 TO 2022......ccettiiiiieeeeeeeeeeeeneeeeeeeeeeeeeseeesesesesesssesesesens 26

Myszap M.V., Kynkapoa M. P., Kymaninosa XK. A., Axatora /[. M.

IIITEI'T BAJJTAJAFBI OPTAK AHTPOBEHTPUKYJIAPJIBIK

KAHAJIABIH TIPEHATAJIB/IbI TUAT'HOCTUKACHI -

XPOMOCOMAUJIBIK ITATOJOTUSAHBIH BOJIKAYIHIBICBL...........uccienennninnennenennens 32

M.VY. My3ap, M. P. Kynkaposa, XK. A. Kymagmiosa, [I. M. AxaToBa
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KAHAJIA Y ILTIOJA, KAK IIPEJUKTOP XPOMOCOMHOM ITATOJIOI UN............... 32

M.U. Muzar, M. R. Zhulkarova, Zh. A. Zhumadilova, D. M. Akhatova
PRENATAL DIAGNOSIS OF THE COMMON ATRIOVENTRICULAR
CANAL IN THE FETUS ASA PREDICTOR OF CHROMOSOMAL PATHOLOGY........... 32

Myxamenuna A.X., Cyxopykosa J1.B., babynamsunu P.Y.
IIITET'T BAJIAHBIH TYA BITKEH )KYPEK AKAYJIAPBIH [IPEHATAJIBAbI
JAUATHOCTUKAJIAY IPOBJEMAJIAPBIHBIH O3EKTIJII L........cccovveinnuiinnnninennnen 37

A.X. Myxamenuna, /[.B.CyxopykoBa, P.U. baOynamBuiu
AKTYAJIBHOCTb IPOBJIEM IIPEHATAJIBHOM JIMATHOCTUKH
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