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BBE/IEHUE

[lepyHaTanbHBIH CKPUHMHI HYXKHO CACNATH KaXJOW POKEHHIE JUIS TOrO,
4T0Ob! 320/1arOBPEMEHHO 3AIMTHTE MAJbIA OT PA3IMYHBIX OPOKOB PA3BHTH.
llpu 5TOM B HepuUHATANBHBIN CKPUHUHT BXOIUT HE TOIBLKO YJIBTPa3BYKOBOM, HO U
OHOXUMHUYECKHUIT aHAIU3.

Pacimposka cjioBa «npeHaTaTbHbIN) — JI0POJOBBIH, OHAKO B MOCHE/IHEe
BPCMs B MpeHATAIbHBIA CKPUHUHT BXoAMT M Y3 nepen popamu u V3U nocre
ponos. M B oTOM ecTh CMBICHI, Be/lb NEPBbIA [PEHATATLHBIA CKPHHUHT MOXET B
PeAKMX Cay4asX NponycTuTh Kakoe-n1ubo 3abonesanwe mnosa. Bropoii ke
CKPHUHMHT T103BOJISET NOATBEPAWTHL WM OINPOBEPTHYTh TE PE3Y/bTaTsl, YTO
rnoxaskpiBal nepseid. B nannoii cratee Ml mogpo6Ho obcynum TO, 3aveM, KaK u
KOr/ia IefiatoT NIPEHATaNbHYI JAMarHOCTHKY 1J10/a.

Jlenath HY)XHO CKPUHMHI JBa pasa: BO BpeMs [EpBOTO TPHMECTpa H,
COOTBETCTBCHHO, BO BpeMs BTOpPOro TpuMecTpa. MHorja Takke Ienaior
WHTEIPANbHBIM  pacyeT pucka (KOMIUIEKC JIMArHOCTHKM [IEPBOrO W BTOPOrO
uccnejiosannii). IlepBbiii npenaTanbHbIl CKpUHMHT | TpUMeECTpa AENaloT, KOr/a
cpok Gepemennocty cocrasnsier 11-13 nenens (+6 Heens). Bropo#i ckpununr 2
TpUMECTpa /eNaloT, Korja cpok OepemeHHOCTH cocTtasiaser 16-18 wmenens.
broxumuueckuil ananyu3 BHIIONHSIOT HAa TAKMX K€ CPOKAX. Ilpu HeM Bo Bpems
OEPBOro TPUMECTpa aHAIM3UPYIOT Kojm4ecTBo cBobommoro XYIT u PAPP-A
(pacumdposka: nyiasMenHsIi nporenn A). Bo Bpemst BToporo TPUMECTpa CMOTPSIT
Ha obmmii XYI' (pacum¢poska: XoproHHYECKHit FOHAJIOTPONMH HYEJIOBEKA),
ceoboaneit XYI' u osctpuosn, a takke na uHrubmE A u A®II (pacmmdposka:
anbga-peronporenn). Pacumppoka MONYYCHHBIX TIPH CKPUHUHIE pe3yJbTaToOB

ITPOBOJAUTCA 1 BpAYOM-IHAI'HOCTOM, M JICYAIIIUM Bpauom,




AKTYaIbHOCTL 1POBAeMBI: B nocie/mue ACCATHIICTHS — BO BCEM MHpe
OTMCHEHA  TEHIACHUMS K  HEYKIOHHOMY  poOCTY PacpoCTPaHEHHOCTH
HACJICICTBEHHBIX DoNIe3HEeH U BPOXKICHHBIX AHOMAIIHI CpeH HacelleHMs.

Pecrybnuku Caxa (SIkyrus), He sBnsiercs — cambiM I'YCTOHACEIEHHBIM
PCTHOHOM, Ha TEPPUTOPHM KOTOPOro npoxusaet 962835 yenopek HaceeHus. Hns
Pecnybmku Caxa (Sxyrus), Tak: KE; Kak W [uIs; BCewt: Teppuropun, Poccuiickoit
®ezepanmu,  XapakTepHsl BBIDDKCHHBIC:  HCraTUBHBIE  JemMorpaduueckue
TCHIACHIMM - HM3Kas, POXIAEMOCTh M BHICOKME IIOKA3aTelH CMEPTHOCTH
HACCNICHMs, B TOM 4HCIC INEPUHATAILHON M MIaACHYCCKOI CMEpPTHOCTH, B
CTPYKTYpE [pWYHH KOTODBIX BPOK/ICHHBIC AHOMANMH CTAOGMIBHO 3aHHMAIOT
BTOpoe-TpeThe MecTa. Cpem NPHYUH JeTCKOH HHBATHIHOCTH B Pecniy6nuku Caxa
(SkyTHs) BpOXKACHHBIE AHOMAINK 3aHUMAIOT BTOpOE MecTo rocie 3abojieBaHuii,
HEPBHOM CUCTEMBI.

HUccnenoranus, nocssmennsie npobiieme Hac/ieACTBEHHBIX 3a60MeBaHM U
BPOX/ICHHBIX aHOMAIMH y IUI0ZJa M HOBOPOXICHHOIO B Pecnybnukn Caxa
(AKyTHs), eMHAYHBL, NOCBANICHE] NPCUMYIIECTBCHHO OTACIBHLIM HO30JOIUAM U
OXBATBIBAIOT HE3HAYMTENIbHBIN BPEMEHHON nepuon. B cBaszm ¢ rrum CYIECTBYET
HEOOXOAMMOCTL  YITIyGIIeHHOH OHEHKH COCTOSHMS podieMsl  BPOKIEHHBIX
aHOMAIMA IUI0AA, KOTOPhIE CTAOMIIBHO ONpPENeNsIOT YpOBeHb H CTPYKTYDY,
lICPUHATANBHYIO 3200/1€BaEMOCTb, M ETCKYI0 WHBAMMIHOCTL B pEeruoHe, BO
MHOTOM TNpelonpe/iensomem AemMorpaguyeckyio CuTyanuio B Pecniybimku Caxa
(AkyTus) u obecneunBaiomem HMHTEPCCHI rOCYJapCTBEHHOM 6e3onacHoct Poccunu
B Asuarcko-Tuxookeanckom pernone. Ha naw s3rusy, naubojee [EPCIIEKTUBHBIM
ABJIACTCS  M3yYCHME (AKTOPOB DPHCKA BPOXKICHHBIX [IODOKOB pa3BUTHS M
XPOMOCOMHBIX aHOMAJIMM, UX PErHOHANBLHBIX 0COBEHHOCTEH U 33aKOHOMEPHOCTEH
(GopmupoBanus KoHTHHTEHTA PUCKa TI0 Pa3sBUTHIO BPOJK/ICHHBIX aHOMAIUH 1072
Y OepeMEeHHBIX KEHIINH, YTO NO3BOJIUT Hay4YHO 0DOCHOBATL U BHEAPUTH KOMILIEKC
MEP MO CHIKCHMIO [NEPUHATANBHBIX [I0KA3aTeNed M yPOBHS MJIANCHYCCKOI
CMCPTHOCTH OT BPOXKAEHHLIX aHoOMaiuil. MHOTOIIAHOBHIX HCCIIeI0BAHMIA,

ITOCBAILCHHBIX ONITUMHU3aUNH NEPHUHATANIBHBIX HC'-IC6HO-IIH3FHOCTH'-ICCKHX
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TeXHonorud Ha reppuropun Pecnybnuxu Caxa (SkyTus), kak u seeit Poccuiickoi
Dejiepauuy, 10 HACTOSNIEr0 BPEMEHM HE TNPOBOAMIOCH, YTO M OIpPEAETHIO
aKTyaJIbHOCTh HACTOSIIIEr0 UCCIICHOBAHMS.

Leas uccaegosanus:

YiyqmuTh nepuHaTadbHble MCXO/Abl Y JKEHIIMH C  BPOXJICHHBIMH
AHOMAIMSIMM pPa3BUTHS IUI0Ja HAa OCHOBAHMM — pa3pabOTKM ¥ BHEAPEHHSA
KOMIUICKCA — PErMOHaIbHBIX MEPOINPHATHI IO ONTUMM3ALMM IIPEHATAILHOIO
CKPHHMHIA W TAKTHKH BeJIeHUsI OEPEMEHHBIX KEHIUUH B COBPEMEHHBIX YCIIOBUSIX
Pecniy6uxu Caxa (Sxyrus) u Poccuiickoit ®enepauuu.

3ajauu HcclieloBaAHMA:

l.  M3y4uts TeopeTHMuecKHe MOHSTUS O MPEHATAILHOM CKPMHHHIE M HX
JTAIIOB;

2. Ilposectu crarucruueckue ganHsie Ha npumepe I'AY PC (51) HIIM
Pb Nel u Yyparmaunckoi 1IPb 3a 2015 — 201 7rr.




I'JIABA 1. TEOPETHYECKOE OBOCHOBAHHME O
INPEHATAJIBHOM CKPMHHMHTE
1.1 llpenaranbubiii CKPUHMHT, NOHATHE W TAIbI

llpeHaTanbHblil CKPUMHMHT — 3TO KOMIUIEKC Oe301ACHBIX MEIHIMHCKHX
uccneoBanuu  (1abopaTopHBIX,  OHOXMMMHYECKMX U YJIbTPa3BYKOBBIX ),
HANPABNCHHbIH HA BHISBICHHE IDYNIbI PHCKA 110 PA3BUTHIO MOPOKOB ILIONA BO
BpeMsi OepeMEeHHOCTH («IIPEeHATAILHBINY O3HAYAET «IOPOLOBLII, CCKPMHMHIY -
«mpoceuBanne»). llpeHaTanbHbIH CKPUHUHT DPEKOMEHyeTcs NPOBOJIMTE BCEM
DepeMeHHBIM JKEHIIMHAM.

C HOMOUIBIO NPEHATANILHOIO CKPHHUHIA BbISBISIOTCS IPYIIBI TALUEHTOK, Y
KOTOPBIX pPHCK Ppa3BUTHS I1IOPOKOB IUIOAA BbIE, YeM Yy JApPYIuX (rpyrmsl
IOBBILIEHHOrO prcka). I'pynnaMu NOBBILNEHHOIO PUCKA SBISIOTCH TaKye rpyIIb!
MaUMEHTOK, CPE/IM KOTOPLIX BBICOKA BEPOATHOCTb OOHAPYXKEHMS TOH WIM HHOM
narosiorun. Ecim KeHiiuua B pesyiabTate 00C/HSI0BAHUS OKa3bIBACTCH B rpymne
PUCKaA, 3TO HC O3HAYaACT, 4TO JIAHHAA [IATOJIOrHS O0s3aTENLHO Pa30BHETCS. ITO
O3Ha4aeT TOALKO TO, YTO y JIaHHOW NALMEHTKH TOT WIM WHON BHJI NATOJOIMH
MOXKET BOSHUKHYTh ¢ HO/IbILIEH BEPOSITHOCTBIO, Y€MY OCTAlIBHBIX KEHIKH,

Takum obpasom, rpynma pucka He TOXKICCTBEHHA auarnozy. Xenmuna
MOXKCT HaXO[MTbCs B [IpyNIle pPUCKa, HO HHKaKUX' NpobieM B TeyeHue
OepemennocTy MoxeT u He 6bTh. M HA06OPOT, KEHIMHA MOXKET He HaxXO/IUTHCS B
Tpynne pucka, HO npobiema y Hee BO3HUKHYTh MOXKET.

[lpenaranbHblii  CKPUHMHI  BBISBJSET TPYIIy pHUCKA 110 Pa3BUTHIO
CHEAYIOIIMUX COCTOSIHUM:

»  XpOMOCOMHbIC AHOMAIMM (CHHIPOM Hayna, cunapom DSasapjca,
AeQexTel HepBHOHM TpyOkm, cuHmpom Ilaray, TPHILUIOHIMH  MATEPHHCKOIO
lpoucxoxyienus, cunupom lllepemesckoro-Tepuepa, cunapom Cwmurta-Jlemm-
Onurua, cuaapom Kopuenu ae Jlanre):

» He xpomocomubic maronormu (BHyTpuyTpoGuas ruGens mioja,
TNO3/AHMH TOKCHKO3, BHYTPUYTPOOHAs MMIIOKCHS, IIALEHTAPHAS HELOCTATOYHOCTD,

OTCTaBaHUEC B PAa3BUTHH, NPEKIACBPEMCHHBIE pOIIbl).
6



Hexoropeie Byibl BPOK/IGHHBIX IIOPOKOB y IJIO/Ia BCTPEHAIOTCS JOBOJILHO
HacTo, Hanpumep, cuugpoM Jlayna (Tpucomus no 21-i mape XpoMmMocoM WM
Tpucomus 21). Iro 3abonesanue, TaK ke KaK U HEKOTOPHIE APYIHE BPOXKICHHLIE
3abosieBanys, BO3HMKACT B MOMEHT 3aYaTHf WIM HA CAMBIX PAHHHUX CTaJUsIX
PasBUTHS 32pOJIBIIIA M C TIOMOIILIO HMHBAa3HBHBLIX METOJOB MNpEHATANbHOM
AWardocTUkK (OMONCHM BOPCMH XOPMOHZ M aMHHOLEHTE3a) MOXeT OBITh
AMArHOCTUPOBAHO HA JIOCTATOYHO PAHHMUX cpokax Oepemennoctu. OnHAKO Takue
METOJBl CONpPSKCHBI C PHCKOM LEJIOr0 psijia OCHOKHEHMH OepeMEeHHOCTH:
BBIKHJIBIING, WHOUUMPOBAHUA ILUIONA, PA3BUTHS TYrOYXOCTH y pebenka u T. 1. B
HaCcTHOCTH, PHUCK pa3BUTHs BBIKM/IbIIIA MOCHE TAKMX HCCICAOBAHUN COCTABISET
1:200. Tlostomy 5T HCCHEOBaHMS HA3HAYAIOT TONBKO JKCHIIMHAM BBICOKHX
Tpynin pHCKa [0CIe COOTBCTCTBYIOIMX AMArHOCTHYECKMX ob6chemoBanuii
(MpeHaTaJbHOr0 CKPUHUHIA) ¥ KOHCYJbTaumit y Bpaueil-crienuanuctoB. K
rpynnam pucKa OTHOCATCH MeHIMHbI cTapue 35 u ocobenno crapme 40 sier, a
TAKKE NAIMCHTKH C POXKACHACM JIETEH ¢ IOPOKaMH Pa3BUTHs B npouuiom. OpHako
ACTH € CHHAPOM JlayHa MOTYT POANTBCS U Y COBCEM MOJIOIBIX JKEHIIUH,

B 3aBucHMOCTM OT NpPOBOAMMBIX HCCHEHOBAHMI CyUICCTBYIOT cneayromue
BUJIbI [IDEHATA/ILHOTO CKPUHKHIA (PHUCKA TIOPOKOB Pa3BUTHS Y TLIO/IA):
r broxumuueckuil  CKPMHMHIT  dHAIM3 KPOBM HA  pasliHuHble
110Ka3aTeny;

- YbTpasByKkoBOW CKPMHMHI: BBISBJACHME TNPH3HAKOB AHOMAJIMIL
passuTus ¢ nomoubio Y3U (V3U wuccnenosanue HOMKHO OBITH MAKCHMAILHO
nprOIMKEHO K JiaTe 3a60pa KpoBu);

»  KomOuHHMpOBaHHBI CKPHMHMHI: COYETAHME OHOXHMMMYECKOrO U
YJIbTPa3ByKOBOro CKpuHHHIa (mpoBoantes B [ u 11 tpumectpax Gepemennoctn).

OpdeKTuBHOE BHISBICHME XPOMOCOMHBIX AHOMAIMA M BPOKIACHHBIX
MOPOKOB Pa3BUTUS [L10/1a BO3MOXKHO TOJIBKO NPH MPaBUILHON OpraHu3aluy Beex
MEPONPUATHH NPEHATAIbHOIO CKPUHUHTA. [Ipy 3TOM TIJIaBHBIM KOMIIOHEHTOM
yenexa SBIAIOTCS LEHTpanusalus JadOpaTOPHBIX WCCIENOBAHMI U HKCIePTHbIH

YPOBEHb BbINONHEeHUss Y3M BpauaMu ¢ TNOATBEPXKICHHONW KOMIETEHLMECH
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(ceprudpuxar FMF) npu obs3arensuom exeronnom ayaure. He CMOTps Ha TO, YTO
Y3H1 umeer 60mbiyI0 3HAYMMOCTL B NPEHATAIBHOMN JMATHOCTHKE XPOMOCOMHBIX
aHomanui, ero (Y3U) >¢¢eKTMBHOCTL 3aBHCHT OT MHOIHX CYOBEKTHBHBIX
(akTopoB, Torja kak Guoxumuueckuii MeToj sBuseTcs 6ojee OOBEKTUBHBIM U
CIOCODCTBYET JOCTOBEPHOI ONEHKE PHCKA. YIbTPa3BYKOBBIE annaparsl s
NPOBE/ICHUA CKPHHWHIOBBIX MCCIICIOBAHMI HOKHB! OBITH BBICOKOrO Kiacca co
BCEMH CCPTHPHUIMPOBAHHLIMY ITPOrPAMMAMMU [/ APXHBHUPOBAHUS H300paKeHus U
[IOBTOPHOr0  MPOCMOTPa, YTO T[I03BOJISET CraHgaprusuposate Y3U  kak
BEPHOUIMPYIOIHMI METOJI IPEHATANBHOMN ANATHOCTUKH.

Obuieit Tenpennueil B pasBUTHM NpPEHATATBHOIO CKPHHHMHIa SBISCTCS
KEJIAHKUE 110J1yHaTh JIOCTOBEPHYIO MHPOPMALMIO O PUCKE PA3BUTHS TEX WM MHBIX
HapymIeHHd Ha Kak MOXHO paHHHX CpOKaX GepeMeHHOCTH. [loaTomy
KOMOMHHPOBAHNBIH CKPHHUHI B KOHIIE [IEPBOTO TPUMECTa bepemerHOCTH (CpOKH
Il - 13 nenens) nossosnser npubiMzurthes K 3 (PEKTUBHOCTH KJIACCHYECKOro
OHOXUMIYECKOr0 CKPHHUHTA BTOPOIO TPUMECTPa 6EPeMEHHOCTH.

Jlist noBbienus 9 heKTHBHOCTH NPEHATANBHOTO CKPUHUHTA 06CIe0BaAHHe
Oepemennbix KeHIMH OPraHW30BaHO 110 ypoBHsM. Ha 1-om YPOBHE IPOBOAATCS
CKpuHUHIOBoe ofciefosanue OEpEeMEHHBIX IKEHIDMH C  MCHOJIB3OBAHHEM
OHOXMMUYECKOTO IeHeTHYECKOTO CKPHHMHIA ChIBOPOTOYHBIX MapkepoB B | u 2
TpuMecTpoB Ocpemennoctd, Y3W - CKpuMHMHIA, MO3BONSIOWIEE C BBICOKOI
BEPOATHOCTHIO (OPMHUPOBATE IPYIIbl PUCKA 110 BOZMOKHBIM IE€HETHIECKUM
HapymeHusiM io4a. llpu BeisBieHMM OTKIOHeHMH B Guoxumuueckux Wi V3U
Mapkepax OepemenHas HaUpaBIsSeTcs Ha BTOPOH YPOBEHb [IPEHATAIBLHOTO
ckpunmnra. Ha 2-oif yposeHs NpeHaTANBHOIO CKpUHMHIA, MHHYS | -biil,
HANpaBJIAIOTCs (Cpasy XKe [PH NepBOi sBKe) GepeMCeHHbIS KEHIIMHBL:

» B Bospacre 35 ner u crapure;

» C mamuyuem B anamHese poxaenue pebeHka c BPOK/AEHHBIMHI
[TOpOKaMHK  pasBUTHSA,  XPOMOCOMHOW  OONE3HBIO MM MOHOIE€HHBIMH

HacCJIe/ICTBEHHBIMH 3a6oneaalmamu;



=

> C  ycTaHOBNEHHBIM CeMEHHBIM HOCHTENLCTBOM — XPOMOCOMHBIX
AQHOMAIIUH MM TeHHBIX MYTAIU;

#  C BBIABICHHBIME OTKIOHEHMAMH B COJCPKAHWHM CHIBOPOTOYHBIX
mapkepos 1 Y3U mapkepamu u ap.

Hepseiii otan (1-# ypoBens) npeHaTansHOTO0 CKPMHMHIA NPOBONWTCH B
cpoke 10 - 14 negenu HepemenHocT# ¥ BKIOYaeT B cebs:

»  CkpunHMHIoBoe Y/IbTpa3sBykKoBoe obcnejoBanue (onTumanbHo c¢ ||
HeA+ | gens o 13 wen.+ 6 amed no mare mocnesineit MeHCTpyauun): Bo Bpems
nepsoro cearca ¥Y3U Bpay duxcupyer BakHelIne nokazareny (GunapueTanbHplii
pasmep - BIIP, konumko-temenHo#f pasmep romosku - KTP), 3amepser u
KOHTPOIMPYET OCHOBHbIC Xxapakrepuctuku Oepemennoctu. Kpome Toro,
NPOU3BOAMTCS 3aMep TOJUIMHEI BOPOTHUKOBOTO npocrpancrsa — TBII (no3sossier
ONpPEeNeInTh BEPOATHOCTh pa3BUTHA y Oyaymero pebenka cuuapoma Jlayma;
HOPMOHW AB/AETCS TOJIIMHA HPOCTPAHCTBA, HE BBIXOMSIUAA 33 PAMKH 3 MM),
Olpeaesercs pasMep HocoBol koctouku. Mudopmaums obpabarsiBaercs B
lipoliecce  KOMILIEKCHOrO MCCIEAOBaHMs, KOTOpOE [103BONSET ONpeaeInTh
ONaCHOCTH POXKICHUA Maliblia ¢ XPOMOCOMHBIMI Hapyluenuamu. [lomumo aToro,
Y3U-imarnoctuka TMO3BOJSET TILATENBHO MCCIEIOBATEH CTPYKTYpPY TOJIOBHOI'O
mosra mioza. Ilpu Hannm4uu noxasanmii Bpay MOXKET OTHPABATH NAIUEHTKY Ha
BHEIUIAHOBOE  Y/ILTPAa3BYKOBOE MHCC/IEIOBAHUC BHE 3aBHCHMOCTH OT CpOKa
bepeMeHHOCTH.

» JBoiinoli 6uoxumuueckuit tect (ontumansuo B 10 — 11 HEJEeNb):
3a00p KpoBH y OepeMCHHBIX JKEHLIMH Ha MapKepsl BPOXKACHHON NATONOIUU y
miopa, a  wumenno  [IAINI-A  [PAPP-A]  (mnasmenuwii  ansOymum,
accoUMMpPOBAHHBIN ¢ DepeMeHHOCTBIO, pregnancy associated plasma protein A) u
bera-XI'U (cBobognas Gera-cyObeauHMIA XOPHOHHYECKOTO rOHAJAOTPOIIHHA
4e/I0BeKa); ¢ IOMOIUBIO JBOMHOIO TecTa B | TPUMECTPE pacCUMTHIBAIOTCS PUCK
obuapyxenus y nnoja cunapoma Jayna (tpucomus 21) u CHHjIpoMa DjBapjca
(Tpucomus 18); puck nedexToB HEPBHOUM TPyOKM ¢ IOMOIIBIO [ABOWHOTO TecTa

[IOCYHTATE HEIb34, NMOCKOJILKY K/IHOYEBEIM IIOKa3artesieM JUis OINpeaCIICHUs 3TOro
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pucKa sBNseTcs — (ETONpOTeHH, KOTOPbIH HAYMHACT ONPENeNsTCs, B KPOBH B
HYXHBIX KOHLEHTPALMsX TOJBKO CO BTOPOrO TpUMecTpa OepeMeHHOCTH;
crenMaibHble KOMITBIOTEPHbIE [POrpaMMBl MO3BOJNAIOT pacc4MTaTh
KOMOVHMPOBaHHbIH PUCK, aHOMAJIM Pa3BUTHs IUIOJA C y4EeTOM OMOXUMHUYECKHX
noxasareyei, onpeiensieMslX B IBOHHOM TECTE [1EPBOrO TPUMECTPA, Pe3ylIbTaToB
V3U, cuenannoro B cpoku |1 — 13 Henens OepeMeHHOCTH, BeCa, BO3pAcTa MaTepy
W JIPYTUX [1apAMETPOB; €CJIM Pe3ylibTaThl TECTA B IICPBOM TPHUMECTpPE yKasbiBaloT
Ha TPYNIy PHCKa XPOMOCOMHBIX AHOMAlMH IUIOAA, VIS MCK/IIOYEHHs AUarHosa
XPOMOCOMHBIX AHOMAJIUH, ManUeHTKe o0A3aTeNbHO HA3HAYACTCS KOHCYIbTAlMs
Bpaya-reHeTka (2-oi ypoBeHS).

O6patuTe BHUMAHWE: KAYCCTBEHHO IIPOBE/CHHbIA KOMOMHUDOBAHHBIH
npeHaTalbHbIi  CKpMHMHT | TpumecTpa jexaeT HEHYKHBIM IPOBEJCHHC
6uoxumuueckoro cxpununra Il Tpumectpa. B mocnepnee Bpems Onaromaps
PA3BHTHIO W NPUMCHCHUIO COBPEMEHHBIX, aBTOMATH3UPOBAHHBIX, CKOPOCTHBIX,
BBICOKOTOYHEIX M KOHKOPJIAHTHbIX MeTOAMK | OHOXMMHYECKOro CKpMHUHIA
(Hanpumep, MMMYHOXCMMWIIIOMHHUCUEHTHBIX), a TaKkke Onarogaps BBICOKOMY
YPOBHIO YJILTPa3BYKOBOTO CKPUHMHIA JUls OLIEHKM PUCKA BPOXK/ICHHBIX IOPOKOB M
XpPOMOCOMHOM [ATONOTHM Yy IUIOJa NOSBWINCE KIMHWKH [peHaTalbHOM
JAMArHOCTHKHM ojHOro Bu3uTa - onestop clinics for assessment of risk (OSCAR).
Cxpununr Oonesnu Jlaysa © OOJBIIMHCTBA TIOPOKOB MPOBOAMTCS IyTEM
KOMOMHMPOBAHHOrO OOC/IE/JOBAHMUS, BKITIOHAIONIEro 3a00p KpOBHM MNAUMEHTKH C
onpejie/ienyeM OHOXMMMYCCKMX MapkepoB M3 obpasuos ceiBopotkH, Y3U ¢
MOCHEAYIONMM KOHCYTBTHPOBAHUEM IIPH OJHOKPATHOM [OCELIEHHH KIMHHKM B
12-nenensHOM cpoke OepemeHHOCTH. BhiapisemocTs Tpucomuu no 21 mape no
cucreme OSCAR jpocruraetr 90% wu  umeer 5% JTOXKHONONOMKHUTEIBHBIX
3aKsoueHuii. B Mupe NpakTHKyeTcs TakkKe IMpPEHATAllbHbId CKPUHUHT C
HCIIONB30BAHMEM  CYXMX  0Opa3suoB  KpoBM  OCpEMEHHBIX,  KOTOpbIE
TPaHCTIOPTUPYIOTCS B LEHTpalM3oBaHHble OuoXuMMueckue jnaboparopuu s

OnpenencHus MapKepHbIX OeKos.
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Bropoii sran (1-ii yposens): npeHaTasbHOTO CKPMHHHIA IIPOBOIHUTCS B
cpoke 16 - 24 neyenu GepeMeHHOCTH U BKIIOYACT B cebs:

»  CKpMHMHIOBOE yIbTpasByKoBoe obcnenoBanue (ontuMansso B 20 —
21 wemenn) ¢ uenbio OOHApYXKEHUA IIOPOKOB pasBUTHA ILIOAA, MapKepoB
XPOMOCOMHBIX DoJie3HeH, paHHUX HOPM 3aepHKKM Pa3BHTHA ILIOJA, AHOMAJIEHOIO
KOJIMYECTBA OKOJIOIUIOAHBIX BOJ; AONIUICPOBCKOEC MCCIEAOBAHME MATOYHO-
IJIALEHTAPHO-TUIONHOrO KpoBOTOKa B cpoxe 20 — 24 Hepmenu OepeMeHHOCTH C
1ensio (OPMUPOBaHKMS IPYIIIbI PUCKA 110 PA3BUTUIO FeCTO3a, 3aePKKN PA3BHTUS
njioja M IUIAUGHTAPHOW HeAOCTaTOYHOCTH; Bpau ocymecTsiaser nojaHoe
obciefioBaHHE OpraHoB IUIOJ@, KOTOPBIE YK€ YCNEBAOT CHOPMUPOBATHCH,
TINATENBHO MCCICIYIOTCS JKM3HEHHO BaKHBIC OpraHbl — IOYKH, CEepille W TaK
Jajee; B Ipouecce BTOPOro ILIAHOBOTO CeaHca yIbTPAa3BYKOBOH JIMATHOCTHKU
[IPOU3BOJIMTCA H3MEPCHMC 3apOABINIA, M3YYACTCH KOJIMYECTBO BOJ, COCTOSHHE
miauentel. M Hakonew, BTOpoe oOcCieZOBaHME [103BOJSET CHENMATHUCTY
YAOCTOBEPHUTECSH B TOM, YTO Yy IUIOJd@ HET OYEBHIHAIX IPH3HAKOE XPOMOCOMHBIX
Oozesneidl. B OonpumHCTBe Ciyyae yxke Bropoe riaHoBoe Y3UM mnoszsonser
AOKTOpY y3HaTh non Oyayumero pebenka (uepeaxo Ha 20 - 24-i Hemene yxe
MOJKHO CaMOCTOSITE/IbHO PasriisieTh Ha pacleyaTkax WM MOHHUTOpPE IPHU3HAKH
1OJIOBOM NPUHAJICIKHOCTH );

» Tpoiino#i (uam uerBepTHOMN) OHOXUMHUCCKHMIT TecT (ONTHMANBHBIM
cpoxowm sBnsercs 16 — 18 negens GepemennocTu):

Tpoiinoit 6uoxumudeckuii Tect («rpoitHoit Tect Bapray): 3a6op kposu y
DepeMEHHBIX JKEHIMH HA CHIBOPOTOYHbLIC MAPKEPHI BPOXKICHHON MATONOTHH Y
miopa, a wumenHo A®IlL, XI'Y (ansda-deronporenn, xopuonmueckmii
FOHAJI0OTPOIIMH YelIOBEYECKUM) 1 CBODO/IHBIN (HEKOHBIOIMPOBAHHLIH) SCTPHOI; 110
9TMM I[IOKas3aTejlsiM pPacCYUTHIBAIOTCS CJEAYIOLIME pHCKH: cuHapoma JlayHa
(Tpucomnu 21), cunapoma Dasapica (Tpucomun 18), cunapom IlaTay (Tpucomus
13), nedextsl HepBHOM TpyOKM (He3apalleHHe CIMHOMO3IOBOIO KaHala (spina

bifida), ansnnedanns u ap. nopoxu passuTHs;
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» YerseprHoM  OuOXMMHYECKHMiI  TecT  (KBaApo-TecT)  caMbiii
PacnpocTpaHeHHbIH M OOIENPUHATEIH HA CErOAHSIHMIA ICHb 11 TIPEHATAIBHOTO
CKPMHMHIA BBIUIC YKa3aHHBIX CHHJIPOMOB (XPOMOCOMHBIX aHOMAJMii) ¢
BK/ouenueM uHrubuna A (t.e. A®Il + XI'Y + cBoboauslii scTpron + uarnbuHa
A); NOBbIUICHHE YPOBHS MHIHOMHA A CONPSKEHO C MOBBIMEHHBIM PHCKOM
cunzipoma Jlayna y Oyaymero pebenka; Taixke BHICOKHI MHIMOMH A BCTpewaercs
[1pY IpyrUX XPOMOCOMHBIX aHOMA/IMAX Y 11042 (M TeM He MEeHee, ONUCAHO HeMaIo
cliyyaeB, KOrja ypoBeHb uHrMbOuHa A BO BpeMs OepeMeHHOCTH Obul 1OBbILICH B
HCCKO/IBKO pa3, HO NMPX 3TOM OCTallbHbIE aHaNu3bl OblIM B HOpME, U pebeHOK B
UTOTE POXKAAICS 37I0POBBIM).

M pacdera puCKOB 1O pesynbTataM KOMOMHMPOBAHHOIO CKPMHMHIA
BTOPOrO TpHUMECTpa HEOOXOAMMO mnpencTaBuTh aanneie Y3U ucciepoBanus
IUIO/A, BhIIOJHCHHDBIC B [1€PBOM TpuMecTpe. ¢ obs3arenpHbIM u3Mmepenuem KTP
(KONYMKO TEMEHHO# pazMep roJIOBKH).

Crenyer oT™MeTHTB, YTO NO pesylibTataM MPeHATaIbHOro cKpuuuura I - Il
TPUMECTPa OEPEMEHHOCTH MOXKET IPOBOAMTECH KOMOMHMPOBAHHBINA IIEPBBIii
ckpuuuHr 1 - 11 TpumecTpa GepeMeHHOCTH (MHTErpaNbHBIA TECT), BKIIOYAIOUIAI B
cebsi: (nannsie Y3U I tpumectpa u Guoxumudeckux tectos I - 11 rpumectpog) +
KOMIIBIOTepHAsi 00paboTKa JaHHBIX € MOMOIIBIO CHEUMANLHON MPOrpaMMBL;
MHTCTPANBHBIA TECT (ABYX3TAlHBIA NpeHaTaIbHbIH — Haubosee >GheKTHBHBIN —
CKpPUHMHI cuHapoma Jlayna u cuHapoma D/iBapzica) NPOBOAMTCS 110 CIAEAYIOEMY
anropuTMy (B IIBE CTAAUH ):

Ilepsast crajus mnpoBoautcs B cpoke Mexay 10 uw 13 semensmu
OepemeHHOCTH (MlealbHO MPOBOAMTCS B Cpoke 12 Hemens GepeMeHHOCTH), KOrja
Geperest npoba kposu Ha ananu3 [1AIINT-A u napannensso nposogutes V3U;

Bropas cramms — npoBoauTcs ontumansHo B cpoke 16 — 18 Hemens
bepemennocTn (HO BO3MOXKHO cueaTh aHanus ¥ o 22 Hejenb GepeMEHHOCTH)
onpezesstores A®II, ceodonusiit sctpuon, narubun A, XI'U B CbIBOPOTKE KPOBH.

[IpermyiuecTsa HHTErPAILHOIO TECTA B TOM, YTO OH ABJISETCS COBPEMEHHO

AIbTePHATHUBON pa3/le/IbHOMY IPOBEICHHIO JBOWHOIO M TPOMHOIO (4eTBEPTHOrO)
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TECTOB - [pOrpaMMa Ha4YMHACTCH B MHEPBOM M 3aKaHYUBAETCS BO BTOPOM
TpumecTpe. M3 BCeX BapuaHTOB WHTEIPAIbHbIA TECT HMEET MAKCHMANbHYIO
AHUArHOCTHYECKYIO ICHHOCTb.

Tpernii 5tan (I-i ypoBens): NpeHaTaTBHOTO CKPUHMHIA TPOBOAMTCS B
cpoke 32 - 34 nenenu GepeMEeHHOCTH M BKJIIOYAET B cebs:

»  CkpuHMHIOBOE yIbTPa3ByKOBoe 00ciei0Banye HepeMenHbIX KeHIINH
B 32 - 34 Hepeny OEpeMEHHOCTH C IEJBIO BBISBICHUS BPOXIEHHBIX MOPOKOB
pa3BUTHs, Y IUIOJA C HO3JHUMH [POSBJICHUIMHM M C LEIbIO OUEHKH COCTOSHMS
pa3sBUTHs I[U10Jia Bpa4y YCTAHABIMBAeT IpealiekaHue pebeHKa — Ta30BOE WM
I'OJIOBHOE, YIOCTOBEPSETCSs B OTCYTCTBHM 00OBUTHS NynoBuHOW. JlaHHBIN ceaHc
¥Y3H - AMarHoCTHKM J1aeT BO3MOXKHOCTH BBIUMC/INTD IIOPOKY PA3BUTHUS, NPU3HAKH
KOTOPBIX MPOSBAAIOTCSA JHIL B TPETHEM TPUMECTpe OEepeMEHHOCTH; MOCHejHee
nnanoBoe Y3W juisn pomutesnel He MeHee HMHTEPeCHO, 4eM NEpBOE, TaK Kak
MO3BOJIACT PACCMOTPETH JIMI0 OyylIero MIajieHIia Ha MOHHTOPE, 3TO YXKe MNOYTH
HOBOPOX/ICHHBIH MaJbilll; aiflapatrypa 3KCIEPTHOrO KJacca TPaHCHMPYET IO
Oyayuiero pebenka B TpeXMEPHOM U306PAKCHUM, POAUTENM NIPU KEJIAHUA MOTYT
CHATb OTOT PajOCTHBIH MOMEHT Ha BMIEO, Kak MpaBuio TpeTbe Y3U
KOMOMHMpYeTCsi ¢ JAONIIEPOMETPHEH B NpoOlecce JAHHOrO MCCIeHOBAHUS
U3y4yaeTcs KPOBOTOK B COCYJIaX 3apojiblilia, MATKE U IYIIOBHHE.

Ha 2-om yposue ofcienoBanns GepeMeHHBIX JKEHIIMH OCYIECTBIASCTCS B
MEJMKO-ICHETHYECKON KOHCYIbTAllMM ¥ BKIIIOYAET MEPOIIPUATHS 110 AMATHOCTHKE
KOHKPETHbIX (IOPM TNOpaXKeHUs IUIOJA, OLEHKE THKECTH GOJNE3HHW M IPOTHO3Y
COCTOSHHA 30pOBbs pedeHKa, a T4aKXKe pelleHHe BONPOCOB O MpepbiBaHuK
OepeMEHHOCTH B C/lyHasX TSIKEJIOro, He NMOAMAOLIErocs JcYeHuio 3abonesanus y
miona. B Meauko-reHeTHHecKyl0 KOHCYJBTALMIO HANpaBIsIOTCd OepeMeHmble
KCHILMHBI TPYIIIBI PUCKA [10 BPOXIECHHOMY I[OPOKY Pa3BUTHS ¥ XPOMOCOMHOIM
NaTONOTHM Y IUIOJA M3 YYPEKACHHH 3JIpaBOOXpAHEHMS, OCYLICCTBISIOMMX
HabmoaeHue 3a GepeMeHHBIMY KEHITUHAMMU.

Mepornpusitust 2-ro ypoBHS BKIIOYAIOT:

-MeIMKO-reHeTHHECKOE KOHCYILTUPOBAHUE BEPEMEHHbIX;
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-Komiutekcnoe — yibTpassykoBoe — obcienoBanue  GepeMEHHBIX, IpH
HEOOXOAUMOCTH JOTIIIICPOMETPHS, 1|BETOBOE gornieporpaduyaeckoe
KapTHPOBaHME, 110 [IOKA3aHUSAM KapIAHOTOKOTpadus;

-WiHBa3uBHBEIE METO/IbI NpEHATANbHOM JHATHOCTHKM (acnupanus BOPCHUH
XOpuOHa, IUTAEHTOLUCHTE3, AMHMOLEHTE3, KOPIOLEHTE3) C MOCHC/YIOUINM
FEHETUYECKUM (LMTOrCHETHYECKUM M  MOJIEKYJIIPHO-TEHETHYCCKME) aHaIU30M
K/IeTOK II0/a.

Wwmelorcs caeayromme ojpobpennsie B.0.3. crangaprubie nokaszaHus s
,HAIIpABIICHHs HAa WHBA3UBHYIO [IPEHATANBHYIO JAMArHOCTHKY aCIMPALMs BOPCHH
XOpHOHA, [JIALIEHTOIICHTEe3, KOPJOLEHTe3):

-Bospacr xenwmns 6onee 35 ner;

-BeusiBiiennplie otkionenus Y3U - MapKepoB H OTKJIOHEHUS B COJEPKAHUM
OHOXMMUIECKUX MAPKEPOB;

-Hannume He MeHee ABYX CaMONpOM3BOJILHBLIX aDOPTOB HA PaHHHMX CPOKAX
OepeMEHHOCTH;

-Hanuuwe B cembe pebenka uiu miofa or npeasiaylieii GepeMeHHOCTH ¢
Gonesnnto Jlayna, ¢ IpyruMHM XpOMOCOMHBIMH OONE3HSIMM, ¢ MHOMKECTBEHHBIMH
BPOXK/ICHHBIMU TTOPOKAMU;

-Cemeiinoe HOCHTENLCTBO XPOMOCOMHEIX IIEPECTPOEK;

-Monorennsle 3ab0seBanus, paHee AUArHOCTHPOBAHHBIE B CEMbE WIM Y
OJIMKaMIIMX POACTBEHHUKOB,

-lIlpumenenue mnepej, WIM Ha paHHHX CpoKax OepeMeHHOCTH psja
(apmakoJOrHyecKMX — NpernaparoB  (IMTOCTATHKOB,  [POTHBOOITYXOIEBHIX
npernapaTros M jp.);

-ITepenecennsle BupycHbie HHGEKINH (renaTUT, KPacHyXa, TOKCOIUIA3MO3 M
Ap.);

-O6uydenue koro-iimbo U3 Cynpyros o 3a4aTus.

Taxum, obpazom focTHXKEHHME HAIEKHOTO U dYPHEKTUBHOIO NPEHATAIBHOTO
CKpPMHMHIA BO3MOXHO TONBKO, NpPH HAJMYMM BEIPaOOTAHHOW CTpaTerWu, C

CHCTEMO# MEpOIPUATHHA ¥ YEeTKHM aIrOPUTMOM JCHCTBUMH, NPH MCIONL30BAHUY
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CTaH/ApPTHBIX BBICOKOTEXHOJIOTMHHEIX METO/INK, npu pabore
BICOKOKBAIM(HIMPOBAHHLIX CHEUMATUCTOB (Y4aCTBYIOIMX B HPEHATAILHOM
CKPHHHUHIE), IPU YCIOBMH CBOSBPEMEHHOIO HAIPAB/ICHUS 6EPEMEHHBIX C BEICOKO
CTENEHbIO MOTHBAUMH OOCHEAOBaHMS M TIPH MX IIOJHOM HHOOPMUPOBAHHOM
COrjiacHu Ha BceX dTanax HabmojieHus.

[lomyuennpie  aBTopaMm  faHHBIC — CBMJICTENBCTBYIOT O pocre
pacnpoCTpaHEHHOCTH BPOXK/CHHBIX aHOManui B OonsuMHCTBE peruonos Poceun,
CHMJKCHHMH MHJIEKCA 3/I0POBbsl OEPEMCHHBIX KEHIIMH, TOBBILIEHUH TEXHOIeHHOr0
PHCKa Pa3sBUTHA BPOX/ICHHBIX TIOPOKOB Pa3sBUTHS, BbICOKOH PaCIIpOCTPaHEHHOCTH
COLMANILHO - TEPATOreHHBIX (AKTOPOB ¥ JAPYruX (HaKTOPOB, aCCOUMUPOBAHHEIX C
PUCKOM (OPMUPOBAHUS BPONKACHHBIX aHOMAIUH Yy IUIOHA. Hecmotps na
CXOXECTb BBIBOJIOB, PE3y/LTAThl HCCICJOBAHUM, IPOBENEHHBIX HA Pa3NUYHBIX
TeppuTopusix PO, ybenutenbHo CBUICTENLCTBYIOT O CYIECTBEHHBIX OTIMUMSX B
HOMEHKJIaType (PaKkTOPOB pUcKa ¥ MX 3HaYMMOCTH B (opmuposanmu BIIP u XA.
OTO 103BONSAET NPEANONOKUTh HAIMYHE MX PErMOHANBHBIX OCOBCHHOCTEH W
CTaBUT IOJ COMHCHME INMPOTHOCTUYECKYIO LCHHOCTH JCHCTBYIOIIUX B HACTOSILEE
BPCMsi HOpMATHBHBIX peKOMEH 1Al 110 (JOPMHPOBAHUIO KOHTHHI'CHTOB pucka BA
nioza cpein 6epeMeHHbIX.

Mhorue aBTOpbl CuUMTAIOT, YTO OJHMM W3 HauboNEe DPALMOHANLHBIX U
NEPCHEKTHBHBIX ~ HANpPaBIeHUH, CHOCOOCTBYIOMIMX CHMKCHHMIO BEPOATHOCTH
pasBuTHA 3abojieBaHMs, SBISETCS €ro NPOrHO3MPOBAHME, KOTOPOE MO3BOJSET
ONpeAeIuTsh Haubosjee PauMOHANBLHYIO TAKTHKY BEJCHMS NALMEHTA, Y4ecTh U
HCHOJIL30BATL BCS BOSMOJMKHbIC: NPOQHUIAKTHYECKHE U JledeOHBIE - MepONpPUSITHS.
B nacrosuiee BpeMa MareMaTMHecKoe HPOrHO3UPOBAHME BCE lIMpe BHeJApsieTcs B
nededHo-npodunakTHuecKyio — paboTy Bpaua, B TOM 4YHCiIE B aKyluepcrse,

F'MHEKOJIONHMH U [IEPUHATOIIOTUH.
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1.2.CrpyKkTypa BpOXIE€HHBIX AHOMAJIHIH

Briepseie ornpejienena MenKo-aemMorpaguyeckas 3Ha4uMOCTb BPOXKICHHBIX
aHoManuii B (OpMHPOBAHMM peciTyONMKaHCKMX [OKa3aTesel, NpeHaTaNbHOM
CMEPTHOCTH M MiajieHYeckod cmeptHoctTy B Pecnybmuxe Caxa (Sxyrus).
Onpezernena crpyktypa BpoxjieHnbie anomamun B Pecny6iuke Caxa (Skytus)
AUArHOCTUPYEMBIX C OMOUIBIO NpPEHATANBHBIX TeXHONOrui. B Heit npeobnapaior
BPOX/IEHHbIE TIOPOKM pa3BUTUS HepBHOM cuctemsl (20,3%), MHOXeCTBEHHBIE
BpoXJeHHbIC nopoku passutus (18,2%) u BpoKIeHHbIE NOPOKM pa3BUTHS
cucreMbl KpoBooOpamenus (17.9%).

Onpenenensl GakTopbl pucKa is BPOXACHHBIX aHOMAJIMH B LEIOM M HX
OCHOBHBIX TIpyIlll, @ TakkKe BO3MOXHOCTb [POIHO3UPOBAHUS BPOXIACHHOM
aHOMaJIMH C Y4eTOM PEerMoHaIbHbIX ocoDeHHOCTeH, Haubolee 3HAYUMOMN sB/IsIeTCS
BBICOKAs 4YacTOTa BbIABICHUA BpPOXKIACHHBIC TIOPOKH passutus (48,6%) u
XPOMOCOMHBIX aHOManui (56,3%) y XKEHIIUH IOHOT0 ¥ MOJIOJIOro Bo3pacTa (16-24
aer). VYTouyHeHAa poib  NPEHATAIBHOTO CKPHHMHIA B BEPOATHOCTHOM
IPOrHO3MPOBAHMY  BPOKICHHBIX AHOMAIMH. BbIABICHBI MeIUKO-CONMAILHBIC
ACTePMUHAHTHI, [103BOJIAIOLIME [TPOrHO3UPOBATE MHAMBUAYATBHYIO BEPOSTHOCTD
HallM4usl BPOXKACHHOH aHOMAIMM Yy I[UIOJIa: BPOXICHHBIE MOPOKH PAa3BUTUA Y
pedenxa npy npeasytynieli 6epeMEeHHOCTH B @HAMHe3€; BhISBJICHHbIe OTKIOHESHHUS
no panuev Y3U Bo Bpemsi 6epemennocTH; mameHenue yposus PAPP: sospacr
xenumusl 16-24 roja.

Paspaboran cnocod mareMaTUHecKod OLEHKHU BIUAHUA (PaKTOpa BBISBICHMUS
HEKOPPUTHPYEMBIX H/HIIM HECOBMECTHMBIX C JKH3HBIO BPOXKIAECHHBIX aHOMANHii C
NOCACAYIOMEH JJIMMUHAUMEN HEXM3HECNOCOOHBIX IUIONOB Ha IOKa3aTelH
MJIaJICHYECKOM CMEpTHOCTH, MepUHATallbHOM 3ab01eBaeMOCTH M CMEPTHOCTH,
JICTCKOM MHBAJIMAHOCTH.

Brepssie paspaboraHa ¥ IpejUIOKEHA METOOMKA AacIUpPalUOHHOIO

APEHUPOBAHKS MMAPONEpUKApa y IUIOJA.
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Ha ocHosanuu wMccieoBaHus, HPOBELEHHOrO Ha OOJNBIIOM KIMHHYECKOM
MaTepualic, BbIACIICHbl KOHTUHICHTH! PHCKA 110 PasBUTHIO BPOKACHHBIX MOPOKOB
PasBUTHS; OTIPEAENSIOINX [IEPEHATAIBHYIO CMEPTHOCTE 110 IIPUYMHE BPOKACHHBIX
aHomanud B pecnybiuxe. Paspaborana, anpobupoBana u BHEIpeHA B
MPAaKTUYEeCKOE  3/IpaBOOXPAHEHME MaTeMATH4eCKas Mojellb, I103BOJSIONIas
IPOrHO3UPOBATL MHAMBHUAYAIbHBIM PHCK BPOXKAEHHBIX IIOPOKOB Da3BUTHS Y
OepeMeHHON JKCHIIMHEIL.

[Ipeioxen W BHE/PEH B NPAKTHYECKOE 3IPABOOXPAHEHHE ANTOPUTM
[IpeHaTaNnbHOro CKpuHuHra bepemenubix B Pecnybimke Caxa (SIkyrus) ¢ yuerom
PEerHOHANBHBIX  OCOOEHHOCTEH  CTPYKTYPbI  BPOXJEHHBIX  aHOMAIIWiA,
AMAarHOCTHPYEMBIX aHTeHaTalbHO. ONTHMH3ALMS TAKTHKH BEJICHNS DepeMEeHHBIX ¢
KHCTO3HBIMH ¥ JKHAKOCTHHIMKM OOpa3oBaHMSMH Yy IUIOAA M TIPH AHOMAILHOM
KOJIMYCCTBE OKONIOILIOAHLIX BOA no3Bonuna B 69,1% nabmonennit npeaynpeaurs
NPOrpecCHpOBaHHe OCIOXKHEHHWH, YIPOXKAIOIWMX JKU3HH M 3JI0POBBIO ILIOAA, B
61,8% - npononrupoBars HepeMEHHOCTH 10 KHU3HECnoco0Horo mioaa, B 20.0% -
ONTUMHM3UPOBATH CPOK H 00BEM NMOCTHATAILHOTO ONIEPATUBHOIO BMEIIATEILCTRA.

Hayuno  obocHOBaHBI  IIEPCIIEKTHBHBIE  DPErMOHABHBIE  MEIMKO-
OpPraHU3aUMOHHEIE HAIIPABJICHMSA [0 ONTUMU3AUMM [IEPUHATAIBHON [TOMOLIH,
COBEPIUICHCTBOBAHUIO MPEHATANLHON AMAIHOCTUKM M NPOQHIAKTHKE POXKICHUSA
JieTeH ¢ BPOXKICHHBIMK aHOMAIIUIMU.

Llenesass unpopmauronHo-nipoduiakTuyeckas pabora ¢ OepeMEHHBIMU
KEHIIMHAMU ¥ MX CEMbAMM [PUBICYCHHUE MEJMKO-T€HETHYECKOH CIIyxObl K
MO/ArOTOBKE ITOPOCTKOB K MATEPUHCTBY.

Bueapenue HOBBIX ne4eOHO-AHArHOCTHYECKUX NepuHaTaIbHBIX
TCXHOJIOTHH, JanbHeiillee pa3sBUTHE NEPUHATAILHON XHUPYPrHU CTaHAapTHU3AIAS
ACATEJIBHOCTH Bpaya axkyllepa-TMHEKOoJora IO INpeHaTAlbHONW JAHATHOCTHKE
NoBBILICHHE KBalM(UKAIMM Bpauedl M  chneuuanucros, paborarommx ¢
OepeMeHHbIMU 110 BONPOCaM IEPUHATONOTUH W NPOQUIAKTHKE BPOXKICHHBIX

aHOMaJTUH.
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I'JIABA 11. UCCJIEAOBAHME 110 CTATUCTUYECKHUM AAHHBIM HA
INPUMEPE I'AY PC (5I) HIIM PB Nel U HYPAITYUHCKOMU LPB 3A 2015
-20171T

2.1. AHAJIM3 CTATUCTHUYECKUX JIAHHBIX I'AY PC (51) HIIM PB Nel

o craTucTMyeck¥M JaHHBIM NpeHaTANIBHBIH CKpUHUHT npouwin B 201 5rony
5151 6epemenHbIX U3 HUX NpephIBaHKE DEPEMEHHOCTH IO TOKA3aHUAM
uccnegosanus 21 xenmunbl. Poxapaemocts 5130 aereii.

!

2015

21

B pogaemocTe

W NPOWANKU CKPUHUHT

[ npepbisaHme GepemeHHocTU no
DE3YNBTATAM UCCCAOBAHUA

B 2016 roxy poaumuce 4864 netei, npoluiy peHaTalbHbli cKpuHUHT 4876
BepeMennbiX, npepbiBaHne OepeMEeHHOCTH 110 Pe3yJibTaTaM KccienoBanus 12
JKCHIIMH K3 HUX MIOPOKaMu pasBuTus 8, cuniapomom Jlayna 4.

2016

\ 12

|

‘

\ l I
\
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B POKAACMOCTH

¥ NPOLAN CKPUHUHT

' npepbiBaHne GepemeHHocTH Mo
pe3ynLTaTam UCCNLA0BAHNA




2017 romy poaumucs 4296 nereit, NpoluIH NIpeHATANBHBIA CKpuHUAT 4307
OepeMeHHBIX, [IpepbIBaHKe OEPEeMEHHOCTH 110 pe3yJbTaTaM ucciaenosanus | 1

JKEHIIMH U3 HUX [IOpOKaMy pasButus 6, cunapomom Jlayna S, cunapom DaBapjca
1.

2017

11

B DOXABEMOCTD

B NPOLIN CKPUHMUHT

© npepbiBaHue BepemeHHocT no
pesynbTaram nccneaosaHun
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2.2. CTATUCTUYECKHME IAHHBIE YYPAITYUHCKOM 1IPB 3A 2015 - 2017
I'T.

B 2015 roay pogunuce 328 fetei, Npowwan NpeHaTanbHbIA CKPUHUHT 321
6epemMeHHblIX, NpepbiBaHnii bepemMeHHOCTU No pe3y/ibTaTaM UCCeA0BaHUSA HeT.

2015

0
\
® POMOAEMOCT
B NPOWNYN CKPUHWUHT
¥ npepoisaHne BepemeHHocTy no
pe3ynbTatam uccnesosaHus

B 2016 roay pogunucs 274 getei, NpoLunv NpeHaTanbHbiii CKPUHUHT 269
bepemeHHbIX, npepbiBaHmii bepemeHHOCTY No pe3ynbTaTam UCCNef0BaHuA

2XKeHWmHb! ¢ cuHapomom ayHa 1, BpoKAEeHHbIM Nopok 1.

2016

B poxaaemMmocTb

M NPOWAN CKPUHUHT

" npepbiBaHMe BEPEMEHHOCTH 10
PE3YNLTATAM UCCABAOBaHUA
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2017 roay poaunvce 252 neteit Npowny npeHaTansHbli CKPUHUHT 253
bepemeHHbIx, NpepbisaHue GepeMeHHOCTU No pe3ynstatam uccneposanusa 1
HEHUIMHA BPOXKAEHHDIN NOPOK.

2017 |

N poAaemocTs

W NPOWAK CKPMHWHT

¥ npepoiBaHue BepemeHHocTH no |
pe3ynLTaTam uccneaoBaHuA
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BBIBO/IbI

M3yunB TeopeTHYECKUE ITOHATHS O NPEHATAILHOM CKPMHHMHIE M MX 3TallOB,
Mbl NPHUUIM K TaKkoMy BbIBOJAY, 4TO IpPEHATANbHbIH CKPUHMHI AENMTCS Ha 3
YPOBHS ¥ [POBOMUTCA BO Bpemsi OepeMEHHOCTH MCKIIOYMTEILHO BCEM
BepeMeHHBIM ¥ HCKIIOUUTENIBHO [0J1 Olpe/ie/IeHHbIMU CPOKAMK GEpPEeMEHHOCTH.

PaccMOTpeB 4acTOTy ¥ HOBbIE TEXHOJOTHHM B NPEHATANLHOM CKPUHMHTE, Mb
NPHILIA K TAKOMY BBIBOJY, YTO HOBBIE TEXHOJIOI'HHM B IPEHATAIBLHOM CKPUHHHIC
BO BpEeM JIaeT BBICHATH Pa3HbIC MATONOIHH 11042 BO Bpemsi OepeMeHHOCTH.

s Kak  cungpom Jlaysa, cuniapom Opsapaca, jaedexTs! HepBHOI
TpyOku, cunapom Ilatay, Tpurion i MaTepUHCKOro IPOUCXOXKJICHNS, CHHAPOM
lepewesckoro-Tepuepa, cunjpom Cmura-Jlemmn-Onutua, cunapom Koprenu jie
Jlaure.

Mccnenosas crartuctudeckue janssie 1o I'AY PC(S) HMIL Nel n
Uypnanmuurckoi 1[Pb  BuaHO uTO Kakablii TOH MCCIEJOBAHHBIX MHOIO

npepbiBaHuH HepeMeHHOCTH 1O Pe3yJIbTATaM HCCIIE0BAHMS CHUKACTCS.
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[Ipunoxxenus
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Tpucomus XY+18, (nam 47, XX+18).

KNMHWKa NpOABARETCA NPY POXAEHUM
MHOXECTBEHHLIMM NOPOKaMU
Pa3BUTUS: KPUNTOPXUIM,
BPOXAESHHbIE NOPOKM CEPALE,
MWKPOrHaTus, roTuueckos Hebo,
3HOMANUU CKENETS, MaNbLes, NoueK,
MUKPODTANbMUA, HE CpalleHms rybbl n
markoro HeBau T. 4. Y Bcex 6onbHbIX
OTMEUALTCA HU3KAR MACCaTens,
334epXKa NCUXOMOTOPHOIO PasBUTHA.

Anartos cTaBuTCRHa oCcHOBE
mccaesosanHmsg kapuotuna (47, XY+18).

JleueHue cUMNTOMaTUUECKoe,

£ MyShared



