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Hacrosiime wmeronuueckne pEeKOMEHAAIMM COJAEpP)KAT IOKa3aHWs, NpaBuia
BBIITOJIHEHUS U MApILIPYTU3alMK NALUEHTOB IPU OCYLIECTBIECHUA HEUMHBA3UBHOIO
MpeHaTalIbHOro TecTUpoBanus (onpeneneHus: BHekierounor JJHK mioaa nmo xpoBu
marepu) (kox yciayru A27.20.001 cornacno ITpukasy Munzapasa PO ot 13.10.2017
N 8041 «O0 yTBEep>KIEHUU HOMEHKJIATypbl MEIULUUHCKUX ycayr» B pel. [lpukasza
Munznpasa P® ot 24.09.2020 N 1010H) npu mnpoBeAEHUHM HEUHBA3UBHOIO
npeHaranpHoro JIHK-ckprHuHra aneymmiomanii Iuioga IO KpPOBH MaTepu B
COOTBETCTBUH C [Ipukazom MuHucTepcTBa 3apaBooXpaHeHus Poccuiickoit
®enepanuu ot 19.12.2025 N 7471 «O Ilopsake okazaHUss MEAUIIMHCKOW MOMOIIU
M0 MPOQUITIO «aKyIIEPCTBO U TUHEKOJIOTHSIMY.
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CocrtaBneHO Ha OCHOBE MeTtoaudeckux pekomenpauuii POAIT 2024 r.,
[Ipukaza MunucrepcTBa 3apaBooxpaneHus Poccuiickoit @enepaunu ot 19.12.2025
Ne 7471 «O Tlopsiake okazaHus MEIUIMHCKON MOMOIIH MO MPOPUITIO «aKyIIEPCTBO
u ruHekonorus»» U IlocranoBinenusa llpaBurensctBa Poccuiickont denepauuu OT
29 nexabpst 2025 1. Ne 2188 «O Ilporpamme rocyqapCTBEHHBIX TapaHTHMA
OeCIIaTHOTO OKa3aHUs TpakJIaHaM MEAMIIMHCKOM momonu Ha 2026 rom W Ha
r1aHoBbIl niepuoa 2027 u 2028 rooBy.

JlaHHBIE pPEKOMEHAAIMU AIPECOBAHBI PYKOBOJUTENSIM  HCHOJHUTEIIBHBIX
OpraHOB TOCYJIapCTBEHHON BiacTH cyObekToB Poccuiickoit denepamuu B chepe
OXpaHbl 3JI0POBbs, TEPPUTOPHAIBHBIX DOHAOB 00s3aTEILHOTO MEIUIIUHCKOTO
CTPaxOBaHUs, PYKOBOJIUTENSAM MEIULUMHCKUX OpraHu3alvid, OKAa3bIBAIOLINX
MEPBUYHYIO MEIUKO-CAHUTAPHYIO TMOMOIIb MO MNPOPUIII0 «aKYIIEpCTBO U
TUHEKOJIOTHS», MPEAHA3HAYEHbl JUISI HWCHOJB30BAaHMUS BpadyaMH aKyllepaMHu-
TUHEKOJIOTaMH, BpadaMu KJIWHUYECKON J1abopaTOpHOM AMArHOCTUKH, BpayaMu-
F€HETUKAMHU, BpadyaMH-JIa0OpaTOPHBIMU TE€HETHKaMH, OWOJOTaMu U JAPYrUMU
CIICHMAIUCTaMU B 00JIACTH PEHPOTYKTUBHOTO 3I0POBBSL.

Hacrosinme pexomeHAalMu MOTYT OBITh MCHOJIB30BaHbl Js1 (POPMUPOBAHUS
PErMOHAJIBHBIX HOPMAaTHUBHO-TIPABOBBIX AKTOB, PEIVIAMEHTUPYIOLIMX OKa3aHHE
MEIMLIHMHCKOM IIOMOIINM MAalMeHTaM B YacTU OCYLIECTBICHHUS HEWHBA3UBHOI'O
IIpeHaTaJIbHOIro TecThupoBanus (onpeneneHus BHekinerounor JIHK mioga no kposu
Marepy) NOpH TMPOBEJCHUM HEWHBa3UBHOro mnpeHaraibHoro JIHK-ckpunuHra
AHEYIUIOMIMH TUI0JA IT0 KPOBU MATEPH.
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Cnucok coKkpaiieHnid, OCHOBHbIX TEPMHHOB U ONpeae/IeHU i

XA (XpoMoCOMHBIE aHEYIJIOUIMHU) - TeHEeTHYeCKasi MaToJIoTus, IPU KOTOPOI
YHCJIO XPOMOCOM B KJIETKaX HE KPaTHO raruionHOMY Ha0opy: HapuMep, TPUCOMMUS
xpomocombl 21, cunapom Jlayna (Q90), tpucomus xpomocombl 18, cHHApOM
DaBapjaca U Tpucomust XpomocoMmbl 13, cunapom I[laray (Q91); XA moxkeT OBITh
JaCTUYHAsI, KOTJ]a HApYIICHUE 3aTParuBaeT 4acTh XpPOMOCOMBI;

yactble XA - OCHOBHbIE, HAaU0OJIEE YaCTO BCTPEUAIOLIUECS TPUCOMUHU, K HUM
OTHOCAT TPUCOMUH MO XpoMocomam 21, 18, 13

peakue XA - aHEYIUIOUJIUM BCEX OCTAIBHBIX XpOMOCOM, Kpome 21, 18, 13;
YyacTH4YHbIe XA — KPYIMHBIC JICJICHIHHU U TYTUIMKAIIMU 10 JTF0OBIM XpOMOCOMaM;

MHUKPO/JeJeUi/MUKPOAYIIMKAIMU  —  XPOMOCOMHBIE HapylIeHUs
CyOMHKpOCKOMHUYECKoro pasmepa (oObryHO MeHee 7-10 MUIH. TL.H., 3aBUCHUT OT
XPOMOCOMHOI'O PErMOHA);

HUIIC — nennBazuBHbIM npeHatanbHbld JJHK-ckpuauHr XA mioga mo Kposu
MaTepH; COIVIACHO JIEWCTBYIOIIEW HOMEHKJIAType MEAMIMHCKUX YCIyr -
HEMHBAa3MBHOE NpeHaTalbHOE TecTupoBaHue (ompeneneHue BHekJerouHo JHK
IJI0Jla MO KpPOBM Marepu); MHOrga Takxke npumensercs tepmud HUIIT (mpu
WCIIOJIb30BAaHUM JAHHOTO TEPMHUHA HEOOXOJMMO NOMYEPKHUBATH CKPUHUHIOBBIN
XapakTep MPOBOJIUMOI0 UCCIEAOBAHMUS);

IIC (nmpeHaTanbHbIl CKPUHUHI/OLEHKA AHTEHATAJILHOI0 PA3BUTHSA IJIOJAA
(npeHaTtanbHbIl ckpuHUHT | TpUMecTpa) npu cpoke OepemMeHHocTu 11 Hexeab
0 aueii — 13 Hemean 6 aHeii) — nciicTByromas B Poccuiickoii denepanun cucrtema
OpraHU3aIMOHHO-METOIMYECKUX MEPONPUITHII MAaCCOBOTO PaHHEro OOCIeI0BaHMUS
OCpEeMEHHBIX JKCHIIWH IS BBIABJICHUS TOPOKOB Pa3BUTHUSA, XPOMOCOMHBIX
aHOMaJMi TUI0JIa U OMNPENENICHHUS] CTENEHUW PUCKA TAKUX KIMHUYECKU 3HAYUMBIX
aKyIIepCKUX OCJOXKHEHWH, KaK TMpedKIaMIiChs, 3aJep)KKa pocTa Iuioja |
peXKACBPEMEHHBIC POJIbI;

NI (uHBa3suMBHAs TNPEHATAJbHAA [MATHOCTUKA) — BHYTPUMATOYHAs
MAHUNYJSIUUSA C  LEJIbK0 TOJYYEHHUS TKAHEW IUIOJOBOIO TMPOUCXOKICHUSA C
JanbHEHIIMM  TPOBEJACHHEM  JabOpaTOPHOTO  HCCIENOBaHUS  MaTepuana
LUTOT€HETUYECKUMH, MOJEKYJISPHO-IIUTOTCHETUYECKUMU WA MOJIEKYJISAPHO-
TeHETHYECKUMU MeTonaMu. B HacTosiiee BpeMsi 0OBIYHO BBITIOIHSICTCS aCTTUPAIIHSI
BOPCUH XOPHUOHA, IUIALEHTOLECHTE3, aMHUOLIEHTE3 WIIM KOPJIOLIEHTES;

BbICOKOIIPOU3BOAMTEIbHOE CeKBEHHPOBaHUeE (Next Generation
Sequencing, NGS) — TeXHOJI0THH, KOTOPBIE ITO3BOJISIOT OJJHOBPEMEHHO OIPEIEIISITh
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nocneaoBarenbHocty JIHK Oonpimioro komuuectBa (parMEeHTOB HYKIECHHOBBIX
KHCJIOT;

MO3aMUM3M — HaJIW4he B OpraHU3Me, pa3BUBILEMCS W3 OJAHOU 3UTOTHI, JIBYX
WK 0oJiee KIETOYHBIX KJIOHOB C Pa3HbIM XPOMOCOMHBIM HAOOPOM (KapUOTHUIIOM);

HJIaHeHTaprlﬁ MO3aMIU3M — HCECOOTBCTCTBHC XPOMOCOMHOI'O Ha60pa
KIJICTOK IINIALICHTHI U I1J1I044,

BHerkjJerouHas JIHK mmoma - JIHK mimogHoro mpoucxoxaeHus,
MOCTYIMAIOWAsl B MATEPUHCKUM KPOBOTOK MPEUMYIIECTBEHHO U3  KIIETOK
TpodobacTa;

OpraHu3anus HUcnoanurenn - METUITUHCKAs opraHu3anus,
MOJIBEIOMCTBEHHAsT  (peiepajbHBIM  OpraHaM  HMCIOJIHUTEJIBHOM  BIACTU |
UCIIOJIHUTENbHBIM opraHam cyOwnekToB Poccuiickoit denepanuu B chepe oxpaHsl
3I0POBbSI B COOTBETCTBUU C T[EPEUYHEM, YTBEPKICHHBIM MUHHUCTEPCTBOM
3npaBooxpaHeHus Poccuiickoit denepannu, UMEOMAsi B COCTAaBE MOJIEKYJISIPHO-
reHeTUYEeCKUue JabopaToOpuu [JIs BBITIOJIHEHUS HEWHBA3WBHOTO IPEHATAIHHOTO
TectupoBanus (ornpeaenenus BHekaeTounoit JJHK mioga no kpoBu marepn);

TMK — KOHCyJIbTallUs C TPUMEHECHUEM TEIEMEIULIIMHCKUX TEXHOIOTHA.



ABTOPCKHI KOJUIEKTHB (B a;1(paBUTHOM NOPSIAKE)

Amnansko C.B. HavyaJbHUK Hay4YHO-HMCCJIE0BATEIBCKOTO oTxela
MHHOBAIMOHHBIX U KOHBEpCcHOHHBIX Tiporpamm CII6 I'bBY3
«I"opoackas 6onbHULA Ne4() KypopTHOoTro palioHay, K.0.H.

bapxos N.10. 3aBeAyromuii  jJabopatopuedt  mpenarampHoro  JIHK-

CKpUHMHIA MHCTUTYTA PENPOAYKTUBHOM reHeTuku @I'bY
«HMUL] AI'TI um. B.U. KynakoBa" Mun3apasa Poccun,
K.M.H

bunanos ®.C.

rmaBHbld  Bpau ['BY3  PecnyOnmkaHCKOro  MeIuKoO-
IFeHETHYECKOro IeHTpa, T. Yda, TJIaBHbIA BHEIITATHBIN
CHEUAINCT MO KIMHUYECKOW JJAOOPAaTOPHON JUArHOCTUKE
[I®O Munzapasa Poccun, 1.M.H.

Boponun C.B

rnaBHbl Bpau «PI'BHY MI'HI] um. ak. H.II. boukoBay,
TJIaBHBIM BHEIITATHBIN cnienuaincT Munsapasa Poccuu no
MEIULIMHCKOU reHetuke mo DO

I'onomry6os IT.A.

HAYAJIbHUK OTJI€JIa MOHUTOPUHIA, aHA3a W Pa3BUTHS
IpeHaTanbHOro ckpuHuHra Mucruryra akymepcrsa ®I'bY
«HMUL] AI'TI um. B.N. Kynakoa» Mun3zapasa Poccun

Honrymmna H.B.

3aMECTHUTENIb JTUPEKTOpa Mo HaydyHou pabore DPI'BY
«HMHUL[ AI'TI um. B.WU. KynakoBa» Munznpasa Poccun,
TJIaBHBIM BHEIITATHBIN cnienuainucT Munsapasa Poccuu no
PENPOTYKTUBHOMY 37I0POBBIO JKEHIIWH, J.M.H., Ipodeccop

Kmumos B.A.

PYKOBOJIUTEIb  CIY)KObI ~ OpPraHW3alMd  MEIUITUHCKOM
nomomu PI'BY «HMUIL] AI'Tl um. B.M. KynakoBa»
Mun3apaBa Poccuu, riiaBHbIM BHEIITATHBIN CIIEUAIUCT IO
akymepctsy Munsnpasa Poccun, K.M.H.

Kyues C.H.

aupektop PI'BHY «MI'HI] wm. ak. H.II. boukoay,
IJIaBHBIM BHEWITAaTHBIA cnienuaiucT Munsnpasa Poccuu no
MEIMIIMHCKOM I'eHeTHKe, akaaeMuk PAH

Mumnanuesa JI..

3aMECTHUTENIb TJIaBHOTO Bpaya [0 MEJUUMHCKOW YacTu
Menuko-renernueckoro 1eHTpa (I'eHeTudeckas KIMHHUKA)
HUHN mennuunckon renetnkn ®I'BHY «Tomckuit HUMIL
PAH», n.Mm.H

Muxaiinos A.B.

rmaBubii Bpau CII6 I'BY3 "Pomunbnbiii gom  Nel7",
IVIABHBIM HAy4YHBIM COTPYAHUK OTHAEJIa aKyllepcTBa U
nepunatonorun ®I'BHY «HUMU AI'uP um. [.0. Otray,
[JIABHBI BHEILITATHBIA CHEUUAMCT MO aKyIIepCTBY U
ruHekonoruu B C3P0, a.M.H., mpodeccop

Huxonaesa E.b.

[JIaBHBIM BHEMITATHBIA CIHEOUAIUCT 110 MEIUIIUHCKOHN




reHeTuKe MUHUCTEPCTBA 3ApaBOOXpaHeHUs Poccuickou
Oenepaniun B YpaiabCKoM  (efepadbHOM OKpyre H
MunuctepcTBa 3apaBooxpanenus CBepiIoBCKO# 00J1acTw,
3acnyxeHHbll Bpad Poccuiickoii Denepannn

Omnenes A.C.

3aMECTUTENb  TJIABHOTO  Bpadya IO  aKYIIEPCKO-
ruaekosiornyeckor nomomu ['BY3 "I'Kb Ne 31 wmm.
akagemuka I'"M.  CasenbeBoit  JI3M",  riaBHBIMI
BHEIUTATHBIM CHENUAIUCT MO akymepcTBy A3M, 1.M.H.

[TaBioBa A.A.

U.0. TJAaBHOTO Bpaya TOCYAAPCTBEHHOTO AaBTOHOMHOTO
yupexaeHus: 3apaBooxpaHeHus CBepUIoBCKOMl o00sactu
«KnnHuko-auarsoctnyeckuil neHTp «OxpaHa 370pOBbs
MaTepH U peOEHKa»

[Tpsamyxun N.A.

PYKOBOJIMTENb  OTAEJIAa  MOHUTOPHHIA  OTHEJIbHBIM
KaTeropusiMm  rpaxaaH  KoOopauHAaIlMOHHOrO  LEHTpa
dbenepanpHOoro TmpoekTa «MoaepHHU3aANKMA TEPBUYHOTO
3BEHA 3paBOOXPAHECHUS» OI'bY «[THUNON3»
MunznpaBa Poccuun, 3amecTuTenh HadallbHUKA OTAENA
opranuzanuu nepuHaraipbHo nomomm DI'BY «HMMHAIL]
AI'TI um. B.W. KynakoBa» Mun3zapasa Poccun, k.M.H.

Caxaposa B.B.

3aMECTUTENIb JTUPEKTOpa JenapTaMeHTa MEAUIMHCKON
NOMOUIM  JIETAM,  CIOYXOBbl  pPOJIOBCIIOMOXKEHHSI U
OOLIECTBEHHOTO 3/10poBbsi MuH3IpaBa Poccuu, K.M.H.

CeuntoBa ['.H.

TJIaBHBIN Bpau Menuko-reHeTHIeCKOro LIEHTpa
(I'enetnueckast knuHuka) HUM MeaummuHCKOM TeHETHKU
OI'bHY «Tomckuit HUMIT PAH», k.Mm.H.

Cum E.JL

3aMECTUTENIb ~ JUPEKTOpa IO Pa3BUTUI0 HWHCTUTYTA
penpoayktuBHoi reHeTuku OI'BY «HMULL AT'TI um. B.A.
Kymakosa» Mun3apasa Poccun

Ckpsoun H.A.

PYKOBOIUTENb  JabOpaTOpuM  TE€HOMHUKH  Op(aHHBIX
6onesneit HUU wmemgunuuackoir reHOMHKH ToMCKOro
HUMII PAH, k.m.H.

Cyxux I'.T.

aupektop PI'BY «HMUIL AITI mm. B.M. Kynakosa»
Munsznpasa Poccun, akagemnk PAH

TerpyamBunu H.K.

3aBEYIOIUNA 2-M OTJEJICHUEM AaKylIIePCKUM MaTOJIOTUU
o6epemennoctu ®PI'bY «HMUL AT'TI um. B.1. KynakoBay,
3aMECTUTEIb JUPEKTOpAa HMHCTUTyTa akymepctsa PI'BY
«HMUII AI'TI um. B.U. KynakoBa» Munznpasa Poccun,

J.M.H., ipodeccop

Tpodumos /1.1O.

JUPEKTOP HMHCTUTYTA PENPONYKTHMBHOM TreHeTukn PI'bY
«HMUAL] AI'TI um. B.W. KynakoBa» Mun3zapaBa Poccun,
1.0.H., wi.-kopp. PAH




XonnH A.M.

3aBEAYIOLIMNA OTAEIOM TEJIEMEIUIIMHBI 1 HHHOBAIMOHHOTO
pa3BuTHs JlenmaprameHTa pernoHaIbHOTO COTPYIHUYECTBA,
Bpau aKyIlIep-TUHEKOJIOT, Bpau YIBTPa3BYKOBOM
nuarHoctukn OI'bY «HMULL AT'Tl um. B.U. Kymakosa»

Mun3apasa Poccun, k.M.H

[lyouna E.

3aBeAyrolas JadbopaToOpuM aHalin3a TEHOMHBIX JaHHBIX
MHCTUTYTa  penponykTuBHOM reHetuku PI'bY «HMULL
AT'TI um. B.W. KynakoBa» Munzapasa Poccuu, k.0.H.
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HopmaTtuBHO-nipaBoBas 6a3a

Hacrosime metonuyeckne peKOMEHJAlMK pa3pabdoTaHbl B COOTBETCTBUHU C
MPOTPpaMMON TOCYAapCTBEHHBIX TapaHTHM OECIUIATHOrO OKa3aHus TrpaxaaHam
MeIuIHCKoW nomoinu Ha 2026 roa u Ha mia”HoBwld niepuoa 2027 u 2028 roaos,
YTBEPKICHHOW TocTaHoBieHUEM IIpaBurenscrBa Poccuiickont ®depepauuu OT
29.12.2025 r. Ne 2188, a Taxxke B cooTBeTCTBUU ¢ DeaepaabHBIM 3aKOHOM OT
21.11.2011 Ne 323-®3 «OO0 ocHOBax OXpaHbl 3J0pOBbsl TpaxkaaH B Poccuiickoii
Qenepanun», nOpukazaMu ~ MwuHUCTEpPCTBA  3ApaBooXpaHeHus — Poccuiickon
@enepaunn ot 13.10.2017 Ne 804n «OO6 yrtBepxkaeHun HomeHKIaTyphl
MEIMIMHCKUX yCayTr», oT 19.12.2025 Ne 7471 «O mopsiike okazaHUs MEAUIIMHCKOM
MOMOILY 0 TPO(HIII0 «aKyIIEpCTBO UM THHEKOJIOTHs»», oT 21.04.2022 Ne 274n
«O06 ytBepxaeHun llopsnka okazaHus MEAMIIMHCKON TIOMOINM TAlMEHTaM C
BPOXKJICHHBIMU U (WJIM) HaCIEACTBEHHBIMHU 3aboneBaHusMu», oT 18.05.2021
Ne 4641 «O6 ytBepxknenuu llpaBun npoBenaeHUs: 1a0OPATOPHBIX MCCIETOBAHUN,
or 02.09.2025 Neo519 Ilpukaza MwuHucrepcTBa 3apaBoOXpaHeHHs Poccuiickoit
Oenepanuun «O0  yTBepxkAeHUU yueTHON (Qopmbl "HampaBneHue st oka3zaHHs
MEIUIMHCKON MTOMOIIN" U MOPSJIKA €€ BEICHUS.
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|. OBIIME NOJOXEHUA

BBenenue

XpOMOCOMHBIE aHEYIUIOWJIUM — TEHETUYEeCKash NaTOJIOTUs, NpPU KOTOpPOU
YHCII0O XPOMOCOM B KJIETKaX HE KpaTHO TariougHOMYy Habopy. OHHU SBISIOTCS
OJIHOM U3 BEIYIIMX MPUYUH MEPUHATATBHON CMEPTHOCTH U JIETCKON MHBAIUIHOCTH
Y OPUBOJSAT K MPOSIBICHUIO Y HOBOPOXKACHHBIX KIIMHUYECKUX MPU3HAKOB CHHAPOMA
Hayna (tpucoMust mno XxpomocoMe 21), cuHapoma OIxasapnaca (TpucoMus IO
xpoMmocome 18), cunapoma Ilatay (Tpucomuss mo xpomocome 13) u apyrux
narosioruil. [Ipyu cTaHAapTHOM CKpUHUHITE OEPEMEHHBIX B 1-M TpHUMECTpPE € LEIbIO
BBISIBJICHUS XPOMOCOMHBIX AHOMAJIMi, OCHOBAaHHOM Ha JAHHBIX YJIBTPa3BYKOBOT'O
UCCJICIOBAHUS U OMOXMMHYECKUX TMOKa3aTeNsIX (OIEHKa aHTEHATAIbHOTO Pa3BUTHS
wioAa (IpeHaTalbHOro (JAOPOJOBOr0) CKPUHMHIA) MpU cpoke OepemeHHOCTH 11
Heaenb 0 gHelt — 13 Henmenb 6 JHEH), OLEHUBAIOTCS TOJHKO KOCBEHHBIE MapKEphI
XpOMOCOMHBIX aHOMaNiui. C 1enblo MOBBIMIEHUS P(GHEKTUBHOCTH MPEHATATIHLHOTO
BBISIBJICHUS T€HETUYECKOW MaTOJIOTMU, B IOCIEAHEE ACCATUIIETHE B MHUPOBOM
pPaKkTHKE BCE IIMPE MPUMEHSETCS HEMHBA3UBHBIN npeHaTanbHbll JJHK-ckpuHuUHT
aHEYIUIOWANI IUIoJa 1O KPOBH MaTepH, OCHOBAHHBIM HAa MPSAMOM aHaU3e
MOCTYMAIOMIE B MAaTEPUHCKHM KpoBOTOK BHekineTtouHo JIHK mmognoro
MIPOUCXOXK/ICHUSI, B COUETAHUU CO CTAaHAAPTHBIM CKPUHUHIOM 1-rO TpumecTpa (Tak
Ha3blBaeMasi KOHTUHT€HTHAsI MOJIEb PEHATAIbHOTO CKPUHUHTA).

B 2024 r. Obutn mepeussianbl MeToaudeckue pekomeHpanuu «lIpoenaenue
HEMHBAa3UBHOIro mpeHaranpbHOro /IHK-ckpuHuHra aneymiomauii miona mo KpoBHU
matepu (HUIIC) wmeTomoM  BBICOKONIPOM3BOIUTEIHHOTO  CEKBEHHUPOBAHUSY,
onoopennbie OOIIEPOCCUNCKON OOIIECTBEHHONW OpraHu3allii COJCHCTBUS OXPaHE
MaTepuHCTBa U JeTcTBa «Poccuiickoe 001ecTBo akymiepoB-ruHekoioros» (POAT)
¥ KOMHUTETOM MO MeAuImHCcKoM renetrke POAT'.

B 2025 r. npuMeHeHHe HEWHBA3MBHOTO MPEHATAIBHOTO TECTUPOBAHUS /
JIHK-cxkpununara no BHekiaerounor JIHK mmoma mo xpoBu maTepu ObLIO BIEPBBIC
pErJaMeHTUPOBAHO TMpHUKa3oM MuHucTepCcTBa 3ApaBooxpaHeHus Poccuiickoi
®enepanyu ot 19.12.2025 N 747n «O llopsiake okazaHus MEAULUMHCKOW MOMOILH
0 MPOPUITIO «aKyIIEPCTBO U THHEKOJIOTHSIM».
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Il. IPEUMYIIECTBA, OTPAHUYEHWS MPUMEHEHMS
HEWHBA3MBHOI'O IPEHATAJILHOTO TECTUPOBAHMS
(OTIPEJEJIEHMS BHEKJIETOYHOM JHK IMJIOJA MO KPOBU
MATEPH)

IIpeumyiecTBa npuMeHeHUs

1. BO3MOXHOCTb MpOBENEHMsS HCCIEAOBaHUS co cpoka 11  Hexenb
OepeMEeHHOCTH, cpa3y nocie noiayueHus pesyapraroB [1C.

2. Brolicokas YyBCTBUTEJIBHOCTh HEMHBA3WBHOTO MIPEHATaJIbHOIO
TectupoBaHus (onpexaenenuss BHekJeTrouHo JIHK moma mo xpoBu marepu) 1o
BBISIBIICHUIO aHEyIUIonani XxpomocoMm 21, 18 u 13 - 4yBCTBUTENBHOCTD MTPEBOCXOIUT
BCE JIpyrue TPaJuLMOHHBIE METOABI CKPUHUHIA U JJII XpOMOCOMBI 21 cocTaBisier
99% (https://dx.doi.org/10.18565/aig.2024.51).

3. Bricokoe  monoxuTenpbHOE — mpeackazareabHoe — 3HadueHwe — (PPV)
HEHWHBA3UBHOI'O MPEHATaIbHOIO TECTUpOBaHUs (ompeneneHuss BHekserouHoi JJHK
IJ10/1a IO KpOBU Marepu) A1t yacThix XA. PPV nnsg xpomocomser 21 ot 76 10 98%,
st xpomocombl 18 ot 70 mo 95% wm gnsa xpomocomsl 13 ot 53 mo 70%, B
3aBUCUMOCTH OT oOciieqyemoit rpymmbl. Hanbomnbinme 3HaueHUs] JOCTUTAIOTCS TTPU
MCCJIEIOBAaHUMA TAIMEHTOK TPYIIbl BBICOKOTO PHUCKA, TMPU BKIOYEHUU B
HCCIIEOBAHNE MMALIMEHTOK W3 TPYNIIBI HU3KOTO U cpenHero pucka PPV camxkaercs.

4. Bwicokas dG(}EeKTUBHOCTh TNPUMEHEHHS METOAa TpPH  JBYIUIOIHOMN
oepemeHHocTd. JlokazaHHas A(Q(GEKTUBHOCTh BBIABICHUS PUCKA TPUCOMHUH
XpoMocombl 21 mpu JBYMJIOJHOW OEPEeMEHHOCTH CONOCTaBUMa C TaKOBOM IMpH
OJTHOTUIOTHOW OEPEMEHHOCTH.

OrpaaneHnﬂ NPUMECHCHUA

1. MeTon HEHWHBA3WBHOI'O MPEHATAIBHOTO TECTUPOBAHUS (ONpeaesieHus
BHekseroyHor JIHK mnona mo kpoBu Marepu) He NMpeaHa3HAyeH JIs BbISBJICHUS
COQJIaHCUPOBAHHBIX  CTPYKTYPHBIX  aHOMaJUH  XpPOMOCOM,  MOJMILUIOUANH,
MOHOTEHHBIX W JAPYIMX T€HETHYECKMX 3a00JIeBaHUI IJI0/1a, HE CBS3AHHBIX C
AHEYTUIOUAUSIMU.

2. B mHacrosimee BpeMsi JaHHBIM CKPUHUHTOBBIM METOJ] HE PEKOMEHIYETCS
MCIOJIb30BaTh JJI BBISBICHHUSI XPOMOCOMHBIX MUKPOJEICHUNA/MUKPOAYIUTHKALIIIA
(mammpumep, cunapoma neneuun 22ql1.2 - cunapoma du JKOpIaku) B CBS3U C
HEJOCTATOYHOM BAJIMIUPOBAHHOCTHIO.

3. MHccnepoBaHue He TMpeAHA3HAUYE€HO [UIsl CKPUHUHTA HOCHTEIHCTBA
ayTOCOMHO-PELECCUBHBIX 3a00JIeBaHNI Y OEpEMEHHOM >KEHIIUHBI.

4. llpuMeHeHHe MeTOJa OTpaHUYEHO Ha Cpoke OepemeHHocTH MeHee 11
HeJenb, T.K. B ykaszaHHbld nepuon ypoBeHb JIHK moma B kpoBu Mmarepu B
OOJIBIIMHCTBE CIY4aeB HMXKE MOPOra aHAJIUTUYECKON 4yBCTBUTEIBHOCTH METOAA,
KOTOpasi 3aBUCHUT OT MCIOJb3YEMOI'O TecTa M OObIYHO cocTtaBisieT 3,5-4,0%, nius
onHoriogHo OepemenHoctH, 7,0-8,0% s nBymiogHod OepemeHHOCTH. Jloms
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JJHK moga 3aBUCHMT Kak OT CpoKa OEpeMEeHHOCTH, TaK W OT MacChl Tena
OepeMeHHON KEHILNHBI U APYTUX (PAaKTOPOB.

5. B psge ciydaeB Ha pe3ynbTaThl UCCIECAOBAHUS MOYKET BIUATh HAIWYUE B
maTepuHckoM KpoBoroke JIHK HepasBuBaromierocss Imiofa B cilydae JBONHH
(CHHIPOM «HCUE3aI0IIeTo OJIM3HEIaY).

6. PesynbraThl uccieIoBaHUS MOTYT 3aBUCETh OT HaIW4Ms y OepeMEeHHOMH
’KEHILMHBI OIIyX0JIEBOT0 3a00J1€BaHMsl, B T.4. JOOPOKaYECTBEHHOTO.

/. IlpoBeneHuwe wucCCIENOBaHMS OIPAHUYEHO IPU MHAEKCE Macchl Tena
OepeMeHHOM skeHIUHBI 6onee 30 Kr/m2,

8. IlpoBeneHue uccieqoBaHHUs MOTYT 3aTpPyIHATH OCOOCHHOCTH KapUOTHIIA
MaTepH, MO3auIM3M B COMaTUYECKHUX KIIETKAX Yy IJI0/1A, B IJTALEHTE WIH Y MaTEpPH.

9. IlpoBenenue ucciaenoBaHUS OTPAHUUEHO TOCIE MEPEITUBAHUS AJUIOTCHHON
KpOBH, MOCJIE T€paNuu AJUIOTEHHBIMHU KIJIETKaMU, MOCJE€ TPAHCIUIAHTALIUU OpPTaHOB
WM KOCTHOT'O MO3Tra.
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111. TIOKA3ZAHMSA, TIPOTUBOMOKA3AHUSA K IPUMEHEHUTO
HEWHBA3MBHOI'O IPEHATAJILHOTO TECTUPOBAHMS
(OTIPEJEJIEHMS BHEKJIETOYHOM JHK IMJIOJA MO KPOBH
MATEPHW) U YCJIOBUS IPUMEHEHWSI METOJIA

Hokazanus K NMPOBEIEHNIO HEMHBA3MBHOI'0 MPEeHATAIBHOTO
TecTUpOBaHusA (onpeneseHue BHekJaeTouHoi JIHK miioga mo kposu marepu) B
paMKax TepPpPUTOPHAJIBLHONW MNPOrpaMMbl 00S3aTeJbHOIN0 MeIUIMHCKOI0
crpaxoBanus (OMC).

B coorBerctBun ¢ mpukazoM Ne 747 ot 19.12.2025 «O nopsiake okazaHUs
MEAUIIMHCKOW TOMOIIM MO MPO(UIII0 «aKylIepCTBO U TMHEKOJIOTH») MPOBEACHUE
HEWHBA3MBHOTO IMPEHATAJIBHOTO TeCTUpOBaHUs (ompenencHus BHekieTouHo JJHK
ioAa MO KPOBM Marepu) IMokKa3aHO OepeMeHHBIM u3 rpymmbl cpennero (1:101 —
1:1000) u BeIcokoro (1:100 u BbIIe) pucka 1o pesynbraram I1C.

Ilpumeuanue: bepemennvie uz epynnot gvicokoco (1:100 u eviwe) pucka
CHAYaNa Hanpasiaiomcs 6 Kabumem (omoenenue) AHMEHAMAIbHOU OXPaHbl
nuooa MEOUYUHCKOTU opeanuzayuu, oxaswvigaroujeti nepeudHyIo
CReYUATUZUPOBAHHYIO  MeOUKO-CAHUMAPHYIO  NOMOWbL 6  aMOYIamOPHbIX
ycaosusx, — mpemvell  epynnvl  (YPOBHA)  UIU  MEOUKO-2eHemudecKyio
KOHCYIbmayuto (YyeHmp) Ha KOHCYIbMayuio 8pava axKyuepa-2uHeKono2a u/uiu
spaua-eeHemuka 0as pewenuss eonpoca o nposedenuu UII/. Ilo noxazanusim
nposooumcs noemopHoe Y3U niooda u nepepacuem pucka.

(CxemMa KOHTMHIE€HTHOW MOJIEIM BHEJIPEHUS HEMHBA3MBHOTO MPEHATAIBHOTO
tectupoBanus (ompenenenus BHekieTouHot JIHK mioga mo kpoBu marepm)
npeactasieHa B [Ipuioxenun 1.

HpOTHBOHOKa3aHl/Iﬂ AJIA IPUMCHCHUSA

1) Cpoxk 6epemennoctr MeHee 11 Hemeb;

2) MuorormioaHas OepeMeHHOCTh (Oosiee ABYX IUIOAOB), B T.4. CHHIPOM
«Hcye3arouero 0JIM3Hena Ui 3aMepuiasi 0epeMeHHOCTb;

3) Hanuuue oHKOJIOTHYECKOTO 3a00JIeBaHuUs Y OCPEMEHHOI;

4) HenaBHue MEIWIIMHCKHE BMEIIATCIIbCTBA y OepeMeHHOM (TeperBaHKe
KPOBH, TPAHCIIJIAHTAIIUS OPTaHOB);

5) Hanuuue nokaszanuii k UI1/] mpu oTCyTCTBHM IPOTHBOIIOKA3aHHIA K HEH;

6) Hamuuue CTpyKTYypHBIX aHOMaUi (ITOPOKOB Pa3BUTHS) IUIOA MO JaHHBIM
V3U nnoaa B pamkax I1C;

7) OTArOIIEHHBIN aHAMHE3 M0 TEHETUYECKH JETEPMUHUPOBAHHON MATOJIOTHH
(ycTaHOBIIEHHOE HOCHUTEIBCTBO XPOMOCOMHBIX AHOMAIHMKA WM HOCHUTEIBCTBO
MyTaIii MOHOT€HHOTO 3a00JIeBaHMs y OEpEeMEHHOMN /U €€ CYIpyTa).
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Ilpumeuanue: onsa n. 6 u n. 7 npogedenue HEUHBAZUBHO2O NPEHAMANbHO2O0
mecmuposanust (onpedenenus enexiemounoi JJHK nioda no kpoeu mamepu)
HeyenecoobpasHo, m.K. He npedocmasisem HeoOXoouMol uHGopmayuu o
2eHemu4ecKkomM cmamyce niood, KOMOPYIO B03MOJCHO NOJLYYUMb, MOAbKO
ucnoavsysa Ul

OcHoBHBIE YciaoBUs IPUMECHCHUSA

1) Hanmuuume y TPOBOASAIICH HWCCICIOBAHUE MEIUIIMHCKOW OpraHU3aluu
JUUEH3HUH, MPEAyCMAaTPUBAIONIEH BBINOJHEHUE padboT (yciyr) mo jaabopaTopHOM
TE€HETHKE;

2) 10OPOBOJIEHOCTh TIPOBEICHUS HCCIICIOBAHNS;

3) Hanuuyre WHPOPMUPOBAHHOTO JOOPOBOJILHOTO COTJIACHsl HA IPOBE/ICHHE
HEWHBA3UBHOTO IPEHATaJIbHOIO TECTUPOBaHUs (ompeneneHus BHekiaeTouHoi JJHK
wioga IO KPOBHM  MaTepw), MOJNUCAHHOIO B  XOJ€  MPEATECTOBOTO
KOHCYJIbTUPOBAHUS;

4) HanuuKe pe3yNbTaTOB YJIbTPA3BYKOBOI'O HMCCIICIOBAHMS IUIONA C JaHHBIMH
00 aKylIepcKOM IeCTallMOHHOM CPOKE, MOATBEPKACHUHU KM3HECTIOCOOHOCTH III0/a
(Hanuuue cepAlneOueHus), YTOYHEHUU KOJMYECTBA IUIOAOB  (OJAHOIUIOTHOM
OepeMEHHOCTH WM OEpEeMEHHOCTH JIBOMHEH), XOpHaJIbHOCTHM B  Clly4yae
OepeMEeHHOCTH JIBOMHEH;

5) ocHoOBaHWeM I TNPOBEIACHHWS  HEHMHBA3UBHOTO  IMPEHATAIBHOTO
TectupoBaHus (onpenenenus BHekinerouHor JJHK miona nmo kpoBu Matepu) 3a cuer
cpeacts OMC sBigercs Hanmuue naeuctByromero nommca OMC. Ilepen Bbimauein
HalpaBJCHUS Ha HEWHBA3WBHOE IMpPEHATaJIbHOE TECTHUPOBAaHUE (OMpenesieHue
BHekjeTouHo JIHK miona mo kpoBM Marepu) Bpad akylIep-THHEKOJOT JOJIKEH
yOeauThesi B TOM, 4To cpok AeiictBus nonrca OMC y manueHTKH COCTaBIsIeT elle
He MeHee | Mecsia Ha MOMEHT BblJjauM HaIlPaBJICHUS.

Ilpumeuanue: nabopamopuoe uccie0o8arue HEUHBA3UBHO20 NPEHAMALIbLHO20
mecmuposanusi (onpeoenenus enexiemounou JJHK niooa no kposu mamepu) 3a

cuem cpeocme OMC npogodumcs 6 ciyyae Hanuuus Oelcmeyruie2o Noauca
OMC.

Ilpumeuanue: ons nayuenmox, ne umerowjux noauc OMC (6 m.u. compyoHuxkos
YOCUH, nonuyuu, Pocesapouu u np.) HeunsazusHoe npeHamanibHoe
mecmuposaHue (onpeoenenue enekremourol /JHK niooa no xpoeu mamepu)
Modcem ObiMb NPOGeOeH 8 PAMKAX 002080PHLIX OMHOULEHUN C Op2aHu3ayuel
Hcnonnumenem.

Ilepen ucciaenoBanneM MANMEHTKA J0JKHA ObITh NPOMH(OPMHPOBAHA O
TOM, 4TO:

- HEUHBA3UMBHOE IMPEHATAIBHOE TECTUpOBaHUE (OMpenesieHHs] BHEKIETOUHOU
JIHK monia no kpoBu MaTepu) HE 3aMEHSIET JUArHOCTUYECKHE NHBA3UBHbBIE TE€CTHI;
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- B CJIy4ae YCTAaHOBJICHMS BBICOKOTO PHUCKA XPOMOCOMHBIX HApPYLIEHUU C
MOMOIIbI0  HEMHBA3UBHOTO  MPEHATAJIbHOTO  TECTUPOBAHMS  (OMpEeIICHHUS
BHekeTouHor JIHK mona mo kpoBu matepu) Heooxoaumo npoeaenue NI

- mnpeHataibHbll  J[IHK-CKpUHHMHT aHEyIjiouauii 1O KpOBH MaTepu HE
IpelHa3HAaYeH JUIsl BBISABJICHUS MUKPOICICINI/MUKPOAYIUIMKALIUMA, MO3aulU3Ma,
NOJIMIUIOUJINHA, CTPYKTYPHBIX AHOMAJIMA XPOMOCOM, MOHOT€HHBIX U APYTUX
TeHETUYECKUX 3a00JIEBaHU, HE CBI3aHHBIX C aHEYTUIOUIUSIMU;

- IPU HAIMYMM B CEMbE pPAHEEC BBIABICHHBIX CIy4aeB HACIEACTBEHHOMU
MAaTOJIOTMM MOKET MOTPeOOBaThCS HAa3HAUYEHHE HMHBIX BUIOB HCCIECJOBAaHUN WIH
[IPOBEJICHUE HWHBA3MBHOM INPEHATAJIbHOM JHATHOCTHKU C LEJIBbI0 HCKIIOYECHUS
KOHKpPETHBIX  3a0ojeBaHUi; B 3TOM  Cllydae  CEMbEe  HEO0OXOAUMO
IIPOKOHCYJIBTUPOBATHCS C BPAaUOM-T€HETUKOM;

- HEMHBA3WBHOE IPEHATAJIbHOE TECTUPOBAHHE (ONpPENENIEHUsT BHEKJIETOYHOU
JHK mona 1o KpoBu MaTepH) MOAPA3yMEBAET TOJBKO HMCCIEAOBAHUE HA HAINYUE
aneyrmuionauii o 13, 18 u 21 xpomocomawm;

- OTCYTCTBHE Yy ILIOJA HAPYLIEHUH O JAHHBIM HEMHBA3UBHOI'O IIPEHATAJIBHOIO
TectupoBaHus (omnpexneneHns BHekneTouHod JHK moga mo kpoBm Mmarepu) He
rapaHTUpPyeT OTCYTCTBHUE AHEYIUIOUIWM KakK IO UCCICIOBAHHBIM, TAK U IO JAPYIUM
xpomocomaM. Hanbosnbliasi TOUHOCTh MCCIIEOBAHMS TOCTUTAETCS NPU BBISBICHUU
aHeyronauit 21-it m 18-i1 XxpoMocoMm, TOrja Kak TOYHOCTh BBISIBJICHUS TPHUCOMHUU
o xpoMocome 13 — Huxe;

- NPU MOJYYECHUU HEBAIMIHBIX PE3YJIbTATOB HEMHBA3WBHOI'O IPEHATAIBHOIO
TectupoBaHus (onpeneneHuss BHekieTtouHol JIHK mioga mo kpoBu marepm)
(manpumep, npu HU3KOW naoie BHekjeTtouHol JIHK mioma B kpoBu Marepm)
YCTaHOBJICHHE PUCKA XPOMOCOMHOM MAaTOJIOTMM MOXET O0Ka3aThCsl HEBO3MOKHBIM; B
ATOM cllydae HeoOXOoAuMa KOHCYJIbTallUsl Bpaya-TeHETHMKa WM MPOBEJICHUE
KOHCWJIMyMa Bpadel, B TOM YHUCJIE AJI pEUIeHHs] BOIpOca O LEJIeCO0O0pa3HOCTH
IIPOBEICHUS [IOBTOPHOTO UCCaea0BaHus win nposeaenus U/,

st uaDOpMUPOBaHKS TMALUEHTOK MOTYT OBITh HCIOJB30BaHbI MEYaTHBIE U
HarJIgIHbIe THGOPMAIIMOHHBIE MaTEPHUAIIbI, ITAMSITKH.

IIpr KOHCYJIBTHUPOBAHMM NALKUEHTOK O MOPSANKE IPOBEACHUsS HEMHBA3UBHOTO
MpEHaTAIbHOTO TecTupoBaHus (onpeneneHus BHekierouHo JJHK miona no xposu
MaTepu) BpayaM aKyliepaM-THHEKOJOraM PEKOMEHJIOBAaHO HCIOJIb30BaTh MaMATKU
(ITpmtoxenus 8-10).
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IV. MAPILIPYTU3ALIASI TALIMEHTOB U MTOPSIJIOK
HANIPABJIEHUSI HA HEUHBA3UBHOE ITPEHATAJBHOE
TECTUPOBAHME (ONPEJEJEHUE BHEKJIETOYHOM THK
IJIOJIA IO KPOBU MATEPH)

1. Ilpu Hanuuuu MoKa3aHUU JUIsl MPOBENECHUS HEWHBA3UBHOTO MPEHATAIIBHOTO
tectupoBanust (ompenenenus BHekinetounord JIHK mnonma mo kpoBu martepu) He
no3aHee 48 yacoB ¢ MOMeHTa moiy4deHHus: pe3yibTatoB [IC OepemeHHas mOJKHA
OBITh BbI3BaHA HA KOHCYJBTAILIMIO aKyllIepa-THHEKOJIOTa 1Mo MEeCTy HalmroaeHus. B
clly4yae YHAJIeHHOCTH (IPOTSKEHHOCTH) CYOBEKTa M OTCYTCTBUS TPaHCIOPTHOM
JOCTYITHOCTH OepeMeHHasi MOXKET ObITh TPOKOHCYIbTUPOBaHA nocpenactsoM TMK.

IIpumeyanue: B ciydyae HaOMOACHUS OepeMEHHON Ha 0a3ze MEAUIIMHCKOTO
yupeoicOeHusi, He 6xooaweco 8 Peecmp meouyunckux opeanuzayuil,
ocywecmaaaowux oeamenvHocms 6 cpepe OMC no meppumopuanbHol
npocpamme 0053amenbHo20 MeOUYUHCKO20 cmpaxosanus (danee - Peecmp),
nayuewmka — Hanpasisiemcs 8  yupedcoenue  coeracho Peecmpy  ons
B03MONCHOCTU NOMyueHuss — MeOUYUHCKOU  YCayeu HEeUHBA3UBHO20
NPEeHamanbHo20 mecmuposanus (onpedenenus snexiemounou JJHK niooa no
Kkposu mamepu) 3a cuem cpeocmse OMC.

2. Ha npueme Bpay akylIep-THHEKOJIOI Pa3bsCHIET MAallMEHTKE pPe3yJIbTaTbl
I[IC wu [OpoBOOUT NPEATECTOBOE KOHCYJIBTHPOBAHWE [0 HEWHBa3UBHOMY
peHaTAIbHOMY TEeCTUpOoBaHUIO (ompenenenuto BHekieroyHou JIHK mmoma mo
KPOBHM MaTepu), MalUeHTKa MOAMUCHIBAET corjacue Ha oOpabOTKy MepCOHATbHbBIX
nanbbix  ([Ipunoxenue 3), uHOOPMUPOBAHHOE JOOPOBOJBHOE COTJIaCHE Ha
HEMHBA3MBHOE NpeHaTalbHOE TecTupoBaHue (ompenenenue BHekJerouHo JHK
wiona mo kpoBu wmarepu)  ([Ipunoxenue 4), dopmupyercs u BbIIACTCS
Hanpasinenue  057/y  (bopma  yrBepxaena  Ilpukazom  MwuHucTepcTBa
3napaBooxpaHenus Poccuiickoit @enepauun ot 02.09.2025 Ne519). IIpu oTkaze ot
OPOBEICHUS] HEMHBA3MBHOTO MPEHATAILHOIO  TECTUPOBaHUS  (ONpeAesIeHUs
BHekseroyHo JIHK mnoma mo KpoBM MaTepu) MalMEHTKA IOJIUCHIBAET
MH(QOPMHUPOBAHHBIN 0TKa3 OT oocnenoBanus ([Ipunoxenue 5).

3. B cinyuae ycranomienus cpemuero pucka (1:101 — 1:1000) GepemenHoi
BBIJIACTCSI HAIpaBJICHUE YCTAHOBJICHHOTO oOpaslla B KaOWHET aHTeHATaJbHOMU
OXpaHbl IUIOJAa MEIWIIMHCKOW OpraHu3allid aKymepcKoro MpoQuis TpeTben
rpynisl (YpOBHS) JIJIsl B3SITHSI KPOBU Ha HEMHBA3WBHOE MPEHATAIIBHOE TECTUPOBAHUE
(onpenenenus Bueknerounor [JHK mona no kpoBu matepn).

Ilpumeuanue: 6 cnyuae yoaneHHOCMU (NPOMANCEHHOCMU) pe2UOHA U
OMCYmMcmeusi MmMpaHCnopmHou OOCMYNHOCMU OepeMeHHas Modcem Oblmb
Mapupymu3upo8ana 8 Kabunem anmeHamanibHoU OXpausl ni00d OpeaHu3ayul

émopou  epynnvl  (Ypo6Hs) Ond  83AMus  KPOBU HA  HEUHBASUBHO20
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npeHamanbHo20 mecmuposanus (onpedenenus enekiemoynou /[[HK nnooa no
Kposu mamepiu,).

4. B cinyyae ycraHoBiieHUs BbIcOKOTo pucka (1:100 u Beile) mo pesyiabTaTam
[1C GepemeHHOI BbIIaeTCs HallpaBieHUE B KAOMHET aHTEHATAIIbHOW OXpaHbl oA
MEJUIMHCKON OpraHu3alluu aKylepcKoro npoduis TpeTbed rpymnmbsl (ypoBHS) Ha
KOHCYJIbTALIMIO Bpaya akyllepa-TUHEKOJora W/ WM Bpaya-TeHETHKA JJIsl PEIICHHUS
Bonpoca o npoeaeHuun WIIJ{ u ans B3sSTHA KPOBM HA HEMHBA3UBHOE MPEHATAIIBHOE
tectupoBanue (ompeaeneHus: BHekierouHoil JIHK mmoma mo kpoBu marepu). Ilo
MOKa3aHUsM TNPOBOAUTCS MOBTOpHOE CKpuHHHroBoe Y3U [ Tpumectpa wu
KOMIUJICKCHBIA pacyeT WHAUBHAYAJIBHOTO PUCKA B LEIJISIX MOATBEPKIACHHUS TPYIIIIbI
BBICOKOI'O PHCKA.

Ipumeuanue: I[lpu nanuuuu npomusonokazanuti 011 nposedenus HII/] na
MOMeHm obpaweHus u/uiu 8 ciyyae OmKasa OepeMeHHOU Om NpOoBedeHUs
UIl]], nayuenmke npo8OOUMCA KOHCYIbMUPOBAHUE NO  BO3MONCHOCHAM
HEUHBA3UBHO20 NPEHAMAILHO20 MeCMUPO8anuUs (onpeodeieHus 6HEeKI1emOoYHOl
JIHK nnooa no kposu mamepu). B ciyuae coenacus Ha npoyedypy nayuenmxa
noonucwleéaem UH@GOpMUposaHHoe 000po8oIbHOE coz2nacue, 6 ciyiae OmKasd —
nOOnUcCvIBaen OMKa3.

5. B3atre  KpoBM Ha  HEMHBA3WBHOE  IMpEHATAJIbHOE  TECTUPOBAHUE
(ompenenenne BHekserounod [IHK mioga mo kpoBu Marepu) oCyHIECTBISIETCS B
KaOWHETe aHTEHATAJIbHOM OXpaHbl III0Aa MEAUIIMHCKON OpraHu3alii aKylepcKoro
npoduiist TpeThel (B psizie ciydyaeB BTOPOil) rpyIiibl (YpOBHS).

6. B3aTue kpoBM Ha  HEHMHBA3MBHOE  TNPEHATAIBHOE  TECTUPOBAHHE
(ompenenenne Baekaetounoit JJHK mmoma mo kpoBu marepu), BKItoUasi TOBTOPHOE
B3SITHE MPU HEOOXOJAMMOCTH, IMPOBOAUTCS HE mo3gaHee 48-72 4yacoB ¢ MOMEHTa
BbIJIaUM HampaBlieHus Ha cpoke a0 17,0 Hemenp OepeMeHHOCTH. Bo03MOXKHO
MMOBTOPHOE B3sATHE 00pa3iia KPOBH B CIIy4ae MOJYUYCHHS] HEBAMIHOTO PE3yJIbTaTa Yy
OepeMEeHHBIX, OOPaTUBIIUXCS HA MIEPBUYHOE UCCIIEIOBaHNE Ha cpoke He Oomee 16,0
HEJIETb.

7. B ciaydae HeEOOXOIWMOCTH TOBTOPHOTO B3SITHUS KPOBH JUISI MPOBEACHUS
HEWHBA3UBHOTO MPEHATAIBLHOrO TeCTUpOBaHUs (ompeneneHus BHekiaeTouHoi JTHK
IoAa TO KPOBM MaTepH) CIEUUAINCTBl OpPTaHW3allMHi aKyIIEPCKOTO MPOQUIIs
TpeThell (B psizie ciydyaeB BTOpOil) rpymnibl (YPOBHS) cyObekTa HH(GOPMHUPYIOT Bpaya
aKyIiepa-THHEKOJIOTa KEHCKON KOHCYIbTAIIMH 110 MECTY HaOMIOICHNs OEpEeMEHHOM.
B3asitue 6uosnoruueckoro oopasiia u ero oTnpaBKa OCYIIECTBISETCS B OPTaHU3ALNIO
Hcnomuutens B TeueHue 48 4acoB ¢ MOMEHTa MOJIy4€HUS HH(POpMAIUH, HO HE
no3anee 17,6 nexgens OepemennocTH. [Ipu otnpaske k 00pas3iyy KpOBU HEOOXOAUMO
chopMHupOBaTH HOBOE HANPABJICHHE HA uccaeaoBanue mo Gopme 057/y.
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Ilpumeuanue: 6 ciyuae omkaza nayueHmMKU om NOGMOPHO2O 63AMUs KPOBU
07151 NPOBEOeHUsI HeUHBAZUBHO20 NPEHAMANIbHO20 MeCMUpPOBaHUsl (onpedenenus
gnexnemounor JIHK nnoda no Kposu  mamepu) NOONUCHLIBAECA
UHDOPMUPOBAHHBLIL OMKA3 0M nposedeHus ucciedosanus (Ilpunoscenue 5).

8. B3ssdTue KpoBM OCYIIECTBISIETCA B  CHEHHAIbHBbIE MPOOMPKH  CO
crabunuzatopom  BHekjetouHot  JIHK, oOecneuuBatonme — cTaOUIBHOCTD
BHekseTouHo JIHK B Teuenue He MeHee 72 yacoB. XpaHEHHUE U TPAHCHOPTHUPOBKA
OnomaTtepuanga  OCYIIECTBISIIOTCS B COOTBETCTBMHM C  PEKOMEHIAIMSIMH
npousBoauTeneld (mpu Temmeparype He Boime 24°C, 3aMOpakMBaHUE HE
JOTTyCKaeTCsl).

Ilpumeuanue: 6 cnyuae 63amusi Kposu Ha 6ase opzanuzayuu Mcnonnumerns
00nyCmumMo ucnoiv3osanue npooupok ¢ anmuxoazynaumamu K2E, K3E (I'OCT
P UCO 6710-2009), cooepocawumu 08yKanuesyro uiu MmMpuxaiuegyro coiu
smuneHouamMunmempaykcycrou kuciomol (34TA) 6 koHeunou KomyeHmpayuu
1,2-2 me/mn kposu (4-7 mmonw/n).

[IpoOupku 1OMKHBI OBITH IPOMAapKUpPOBaHBI J10 B3ATUS Marepuana. Ha
MapKUpPOBKE JIOJKHBI OBbITh yKa3aHbl: HICHTU(PUKATOp CYObEKTa M JEYEOHOIo
yUpexKIeHUs, ocymecTBuBmero B3stue KkpoBu; ®OUO mnamumenrta; para ero
POXKJICHHMS; JaTa B3STUS KPOBHU.

9. TpancnopTupoBka OMoMaTepuaga OCYIIECTBIACTCA IEHTPATH30BAHHO H3
OpraHu3allMd aKylepcKoro mpoduis TpeThed (B psAlle clydyaeB BTOPOM) TPYIIIbI
(ypoBHs1) kaxaoro cyobekra PO B opranuzanuio McnomHuTems.

10. Obpazern; kpoBu OEpEeMEHHOW HOJKEH OBITH JOCTABJICH B OPraHU3aIIUIO
WcnionauTtens He mo3aHee /2 4aCOB C MOMEHTA B3SITHSA.

11. Kaxnaeiii  oOpasenr OuomMarepuana JODKEH OBITh  JIOCTaBJICH B
MOJICKYJIIPHO-TEHETUYECKYI0 J1abopaTopuio opraHuzanuu VcnomHurens mis
MPOBEJCHUSI HEWHBA3MBHOTO MPEHATAIBHOTO TECTHUPOBAHUS  (OMpPEHCIICHUS
BHekeTouHo JIHK miona mo kpoBu Marepu) B CONMPOBOXKIECHUU 005S3aTEIHHOTO
nakeTa JOKyMEHTOB:

- HaIIpaBJICHHE Ha MCCIIeIOBAaHUE YCTaHOBIIEHHOTO 0Opasma (hopma 057/y)

- konus noiuca OMC

- pesynsrarel [IC, Bkmtovas Y3-uccieqoBaHUE U OLIEHKY KOMOMHHPOBAHHOTO
pacuera pucka 1o XpoMOCOMHOM MaToJIOTUH Y M0/

- aKT nmpuema-niepeaaun ornomarepuana (Ipunoxenue 6)

12. Cpok BbINOJIHEHHUS J1a0OPATOPHOTO MCCIECAOBAHUS - HEUHBA3UBHOE
IpeHaTalbHOE TecTHpoBaHue (omnpexaeneHrne BHekierouHou JHK mmoxa nmo kpoBu
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MaTepu) cocTaBisieT He Oonee 14 xaneHmapHbIX JHEH ¢ MOMEHTa MOCTYIUICHUS
Ouomarepuaa B JJabopaTopuio opranuzanuu Mcnomuurens.

13. Pe3ynbTaThl HEMHBA3UBHOTO MPEHATATHHOIO TECTUPOBAHUS (OMpEACIICHUs
BHekseTouHo JIHK tutoma mo KpoBHM MaTepu) NEpeqaloTcss B OPTraHHU3AIHIO
aKymiepckoro mpodwisi TpeTbel (B psjue clydaeB BTOpPOM) rpymnmbl (ypOBHS)
cyobekTta P® B 3JIEKTpOHHOM BHIE B TeueHHE 24 YacoB IIOCIE 3aBEPIICHHUS
HCCIICTOBAHMUS.

14. Opranuzanus akymepckoro npoduist TpeTbei (B psiie CiiydaeB BTOPOM)
rpynnsl (ypoBHs) Kaxaoro cyobekra P® nomkHa B TeueHue 24 4acoB nepeaarhb
MH(}OpMaIHUIO 110 MECTY HAOMIOAEHUSI OEPEMEHHOM.

Ilpumeuanue: Ilpasuna unH@opmayuoHHo20  B3aUMOOCUCMBUS  MeHCOY
Jnabopamopusimu, BbLINOIHAIOUWUMU HEeUHBA3UBHOE npeHamanbHoe
mecmuposarue (onpeoenenue snekiemourol JJTHK niooa no kpoeu mamepu),
u yupesicoenusimu 8 cyovekmax P® nponucanvi 6 omoenvHom peeramenme
UHDOPMAYUOHHO20 83AUMOOEUCTNBUSL.

15. B ciydae oTpunaTeiabHOro pe3ysibTara HEMHBA3HMBHOTO MPEHATAIBHOIO
TectTupoBanus (ompeaeneHus BHekiaeTtounod JIHK moma mo kpoBu Marepu)
nanbHeilee HaOMoIeHne OEpEeMEHHOM OCYILECTBISETCS BpauoM aKylIepoOM-
TUHEKOJIOTOM IO MECTY MPHUKPEIJICHHS MAlUEHTKH B COOTBETCTBUHU C TMOPSAKOM
OKa3aHWs MEAUIIMHCKON MOMOIIHU MO NMPOQUITIO «aKyIIEPCTBO U THHEKOIOTHSD.

16. B cinydae MOJOKUTEIBHBIX PE3YJIhTATOB HEMHBA3MBHOTO IMPEHATAIBHOTO
TectupoBaHus (ompenenenus BHekieroyHou JIHK moma mo kpoBu matepu) B
TedyeHue 48 4YacoB MEIUIIMHCKAs oOpraHu3aius, HaOmrogaronas OepeMEeHHYIO,
o0OecrieunBaeT TPOBEJICHUE KOHCYJbTAllUM Bpadya-TeHEeTUKA W/WIU  aKyliepa-
TUHEKOJIOTa W/WJIM KOHCWJIMyMa Bpadel (B T.4. ¢ IPUMEHEHUEM TeIeMEIUIIMHCKUX
TEXHOJIOTHH) [JIs1 pelieHus Bonpoca o nposeaenun UIIJI.

Cxema MapmpyTHu3alnmuu TIMaluCeHTOB JII  IIPOBCACHUA  HCHHBA3WMBHOTO

peHaTagbHOro TecTupoBanus (onpeaeneHus BHekaeTounon JIHK mimona mo kpou
Martepu) oTpakeHa B [Ipunoxenuu 2.
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V. ”HTEPTIPETALIASA PE3YJIBTATOB HEMHBA3ZUBHOTO
MPEHATAJBHOI'O TECTUPOBAHUSI (ONTPEAEJEHUS
BHEKJIETOYHOI THK IJIOJA TIO KPOBH MATEPH)

1. Pe3ynpTaThl HEMHBA3WBHOI'O MPEHATAIBHOTO TECTUPOBAHUS (OINpEaesICHUs
BHekseTounoit /IHK moga mo kpoBu Matepu) MOTYT OBITh:

MOJIOKUTENbHbIE - CBUIETEIBCTBYIOINE O BBICOKOM PUCKE HAIMYHMS Yy IUIOAA
BBISIBJICHHOM XA

OTpHULATE/bHbIEC - CBUICTEIBCTBYIOIINE O HU3KOM PHUCKE HaJW4us y IUIOAA
HCCIIENOBAaHHBIX XA,

HEeBAJIMJIHbIC — PE3YJbTaThl, IPU KOTOPBIX pacyeT pucka XA NpOU3BECTH
HEBO3MOKHO BBUY HU3KOU oM BHekierouHoi JIHK mimoxa B kpoBU Marepu wiu
no apyrum npuunHam (Dungan J.S., Klugman S., Darilek S., et al. Noninvasive
prenatal screening (NIPS) for fetal chromosome abnormalities in a general-risk
population: An evidence-based clinical guideline of the American College of
Medical Genetics and Genomics (ACMG). Genet Med. 2023;25(2):100336. doi:
10.1016/j.gim.2022.11.004);

JIOKHOIIOJIOKUTEJbHBIE — B OTOM CIIy4ae IIOJOKUTENbHBIE PE3YIbTAThI
HEMHBA3WBHOI'O MPEHATAJBLHOTO TeCTUpoBaHUs (ompeneneHus BHekierounon JJHK
IJ10/1a TI0 KPOBU MaTEpH) HE HAXOAAT MOATBEpkIeHUs ¢ momotsio I/ wim mo
UCXONly OEpeMEHHOCTH (MPUUYMHOM MOTYyT OBITh IUIALICHTAPHBIA MO3aHIIN3M,
MO3aUIIM3M B COMAaTUYECKHUX KIIETKaxX MaTtepu, (DeHOMEH «MCYE3aroIero OJU3Henay,
OMyXOJIeBbIE 00pa30BaHUSl y MaTepu, B T.4. JOOPOKAYECTBEHHBIE, OCOOECHHOCTH
KapuoTHIa MaTepu, 0COOEHHOCTH METO/Ia UCCIICIOBAHUS U JIP.);

JIO’KHOOTPHLIATEIbHbIE - IIPU OTPULIATEIIBHBIX PE3yJIbTaTaX HEUHBA3WBHOIO
IIpeHaTaJIbHOIro TecTupoBanus (onpeneneHus BHekinerounor JIHK mioga no kposu
matepr) u Hamuunun XA mno ganabeiM Ul wim mo wucxomy OepemMeHHOCTH
(OpUYMHON MOTYT CIYKUTh HWCTUHHBIA TUIOJOBBIM MO3AHWIIM3M, OCOOECHHOCTH
METO/Ia UCCIIEIOBAHUS U JIP.).

2. Ha ocHOBaHMU pe3yJjbTaTOB aHaJIW3a JIAHHBIX BBICOKOIPOU3BOIUTEIHHOTO
CEKBEHUPOBAHMUS OQOpMIISIETCS 3aKIIOYEHUE C pe3yibTaTaMu JabopaTOpHOMN
nuarHoctiku  (IIpunoxenne 7). HccnenoBaHue CyYMTAeTCS 3aBEPIICHHBIM  C
MOMeHTa (POPMUPOBAHUS 3AKITIOYEHUS C YKa3aHUEM MOTYUYEHHBIX PE3YJIbTATOB.

3. Ilpu HEOOXOIUMOCTH MOXKET OBITh MPOU3BEICHO JIOMOJHUTEIHLHOE
MCCJIEIOBAaHNE W3 UMEIOIIErocs B Ia0OpaTopuu Matepuraa.

4. B psine cmydaeB (10 5%) pe3ynbTaT MOKET OBITh HEBAJIATHBIM.

B 310#1 cuTyauuu y manueHTOK M3 CPEeIHEW TpyIIbl pUcKa BO3MOXKHO JIMOO
IIOBTOPHOE B3ATHE KPOBM HE MEHEE YEM 4Yepe3 [BE HENENu II0CIe IEPBOTO
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WCCJIENOBaHUs, MO0 KOHCYJbTAIUsl Bpava akKyliepa-THHEKOJIOora/Bpavya-reHeTHKa
JUTSL pelIeHusl BONpoca O AaybHeHIIeld TakTuKe 00CIeI0BaHuS.

[TanmmenTkn Tpynmbl Beicokoro pucka (1:100 m Bplle) HampaBisSiOTCS Ha
KOHCYJIbTAIlMI0O K Bpauy akyllepy-TUHEKOJIOTY/Bpady-TeHETUKY [UJIsl PEIICHHUS
Bonpoca o nposeaeHuun WIIJ[. Pemenue Bompoca o MOBTOPHOM B3SITUM KPOBU Ha
HEMHBA3UBHOE IpEHaTalbHOE TecTupoBaHue (ompeneneHue BHekdeTouHor JIHK
I0Jja MO0 KPOBH MaTepu) B JAHHOM ClIy4ae BO3MOXKHO TOJBKO IO PEIICHUIO
BpaueOHOTO KOHCHUIMYMa/BpadyeOHON KOMUCCHH YUIPEKICHHUS.

5. Pe3ynprarbl HEMHBAa3MBHOIO IMPEHATAIBHOIO TECTUPOBAaHUS (ONpeaeiIeHUs
BHekinerouHo JIHK miiona mo kpoBu Marepu) HE JOKHBI paccMarpuBaTbCs B
OTPBIBE OT pE3yNbTATOB JPYIMX KIMHAYECKUX TECTOB. B dYacTHOCTH, NIpHU
nonajgaHuy OepeMeHHOMl B rpymniy Bbicokoro pucka npu [IC wim BbIsiBIEHUU
IOPOKOB  pa3BUTUS Iulofa ¢ nomombio Y3UM, HeoGXogumo mpoBeneHHE
TEHETUYECKOIO  KOHCYJIBTUPOBAHUSA Ul PELICHHs BOIPOCA O BO3MOXXHOM
HasHaueHun UIIJI BHE 3aBUCMMOCTM OT MPEAUICCTBYIOLIEIO pe3yibrara
HEMHBA3MBHOTO IPEHATaJIbHOIO TeCTUpOBaHUs (ompeneneHus BHekieTouno JIHK
II0/1a 0 KpOBU Marepu). B cBsi3u ¢ BO3MOXHBIMU OIIMOKAaMHU B AMArHOCTHKE XA
1014, CBSI3aHHBIMHU C IUIALEHTApHBIM MoO3aulu3MoM, npu nposenenun HII 1o
pe3ynbraTaM  HEHWHBAa3MBHOIO  IPEHATAJIbHOTO  TECTUPOBaHUS  (OMNpeAesiCHUs
BHekynerouHo JIHK mnoma mo kpoBu MaTepu) NpeanoYTUTENbHEE MPOBOAUTH
aMHHOLIEHTE3, a HE AaclMpalyi0 BOPCHH XOPHUOHA/TUIALlEHTOLEHTE3. B ciywasx
oOHapyxeHusi MapkepoB XA WIH MOPOKOB Pa3BUTHsS IUIOJA MPH YIBTPA3ByKOBOM
HCCIIENOBAaHUA M BBICOKOM pHCKE TpUCOMUU 1O XpomMocomaM 21 wmm 18 1o
pe3yapTaraM  HEMHBA3WBHOTO  MPEHATAJIbHOTO  TECTUPOBAaHMS  (ONpeneseHus
BHekserouHod JIHK muioma mo kpoBW Marepw) [Jsi paHHEW MOATBEpX Aaroueit
JUAarHOCTHUKM B |-M TpuMecTpe IOMyCKaeTcsi NPOBEACHUE aclupaluyd BOPCUH
XOpHOHA/TIJIalleHTOIIeHTe3a. B cilyyae BBISBICHHS BBICOKOTO PHCKA TPUCOMHH
XpoMOCOMBI 13 mpu OTCYTCTBUM YJNBTPa3BYKOBBIX MapKEpOB XPOMOCOMHOM
IIaTOJIOTMM WX MIOPOKOB PA3BUTHUSA — PEKOMEHI0BAHO IPOBEICHNE AMHHUOLICHTE3A.

6. [Ipu BBISABIICHUH C TIOMOIIHI0 HEMHBA3UBHOTO MPEHATAILHOTO TECTUPOBAHMUS
(onpenenenus BHekserouHod JIHK mioma mo kpoBM Marepu) BBICOKOTO pHCKa
4acThiXx XA, [JI TIPOBEICHUS TOATBEPKIAOIICH WHBA3MBHOM JIUArHOCTUKH
JOMYCTUMO MNpHUMEHEHHE 3Kcrpecc-meTonoB FISH u MonekynspHo-reneTnueckoe
uccienoBanue aneymionaud mo 13, 18, 21, X u Y xpomocomaM METOAOM
MOJIMMEPa3HOH IeMHOM peakiuu ¢ pparmMeHTHBIM aHaan3oMm (QF-PCR).

7. Eciu xpomocomHyro anomanuto npu MIIJ[ B TkaHsx miuoga He ynaercs
OOHapyXUTb, TpU  HAIMYUM  TOKAa3aHUW  MPOBOJUTCS  0OCIEIOBaHUE
HOBOPOXXEHHOTO.

8. buonormueckuii Martepuan © TEpPBUYHBIC JAHHBIE CEKBEHUPOBAHUS
MOJJIEXKAT XPAHEHUIO B opraHu3zauuu VcrnonHuTens HE MeHee 2 JIET € LENbI0
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MOBTOPHOTO aHaIW3a TPH BO3MOXKHBIX TEXHUYECKHX MpoOiIeMax W/Wiu IS
BepU(UKALIMK PE3yJbTaTOB.

V1. KOHTPOJIb KAYECTBA U BE3OITIACHOCTH
ITPOBEJIEHU A HUIIC

[Ipn oprann3anuy NpoOBEAEHUS HEMHBA3UBHOIO ITPEHATAJIBHOIO TECTUPOBAHMS
(ompenenenuss BHekimetounod JIHK mmoma mo kxpoBu wmarepu) HeoOxomuma
pa3paboTKa CHCTEMBI KOHTPOJS KauecTBa paOOThl MEIWLUMHCKUX OpPraHu3aluil Ha
[IPEAHATUTUYECKOM, aHAIMTUYECKOM U MOCTAHAJIUTUYECKOM dTallax.

KoHTposp kadecTBa NpEaHATUTUYECKOTO M IOCTAHAIMTHUYECKOTO JTaIloB
obecnieunBaroTcsi cyobekToM P®, opraHuzoBaBIIMM oO0cCieqoBaHUE OEPEMEHHBIX.
Pa3pabarbiBaeTcsi HOPMAaTUBHO-TIPABOBOWM  aKT  CYOBEKTa, IPONMCHIBAIOLINI
[NOJTHOMOYUS M KOMIETEHIIMH MEAMIMHCKOM OpraHu3aluu CyObeKTa MpH
OPOBEACHUM HEWHBAa3UBHOIO IPEHATAJIbHOTO  TECTUPOBaHUA  (OIpenereHUs
BHekeTouHo JIHK mioga no kpoBu Marepn).

KoHTponp kauecTBa aHATUTHYECKOTO JTamna (BHEIIHMA U BHYTPEHHMI)
IpOBOAUT opranusanusa lcnomHuTenb, € MNOCHEAYIOIIMM  IPEJOCTABICHUEM
UHPOpMAIMKU B 00E3JIMUYEHHOM BHJI€ MEAMIIMHCKUM OPraHU3alUsAM, 3aKJIIOYUBIINM
NOTOBOP HAa IPOBEACHHE HEWMHBA3WBHOIO  IPEHATAIBHOTO  TECTUPOBAHUSA
(onpenenenus BHekaeTouHou [JHK miona no kpoBu marepm).

B pamkax peann3anud HEWMHBAa3UBHOIO IIPEHATAJIBbHOIO TECTHUPOBAHMS
(ompenenenus BHekserouHol JIHK mimoma mo KpoBM marepu) Ha TEPPUTOPHUH
CyObekTOB P® pekoMEHJOBAHO HCIONb30BaTh CIEAYIONIME HWHAUKATUBHBIC
ITOKA3aTENM, OTPAXKAIOIIKNE KaueCTBO NMPOBEACHUSI MEPOIIPUATHM, HAPABICHHBIX HA
CHIDKEHHE 3a00J1€Ba€MOCTH, WHBAJIUAHOCTH M CMEPTHOCTU OT XPOMOCOMHOM
natonoruu (Tabmuma 1).

Ta0Omumna 1

WNuaukatuBHbIE OKa3aTenu 3¢ (HEKTUBHOCTH POBEACHUS MEPOIPUITHH,

HaIpPaBJICHHBIX Ha CHUKEHHE 3a00JI€Ba€MOCTH, MHBAJIMAHOCTU M CMEPTHOCTHU OT
XpPOMOCOMHOM MaTOJIOTUH B cyobekTe PO

He menee Beinonnenue
% Yucno %
I'pynna pucka XA no pesynbrataM KOMOMHUPOBAHHOTO 11
CKpuHHHTA |-TO TpUMecTpa
B T.4. IPYIIa CPEAHETO PUCKA 9
bepemenHble, mpoleanne HEMHBa3UBHOE MPEHATATBHOE 95
TecTupoBaHue (onpenenenue BHekineTouHoi JJHK miona
0 KPOBU MaTepu), OT 00IIero yrcia rpymnisl pucka (%)
B T.4. B IPYIIIE CPEAHETO PUCKA OT ee 00IIero yucia 95
VYenpHBIA BEC MMEBIIMX BBICOKHH PHUCK XPOMOCOMHOM 20
MaTOJIOTUU cpenu MPOIIEIINX HEUHBA3UBHOE
MIpeHaTaJIbHOe TECTUPOBAHUE (ompenenenue
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BHekseTouHol JIHK miona mo kpoBu matepn)

B T.4. B IPYIIIE CPEAHETO PUCKA 3

[Mpomenmux MIIJ] cpeaun OepeMEHHBIX C BBICOKHM 95
PUCKOM MO pe3ysibTaTaM HEMHBA3WBHOI'O MPEHATAIHLHOTO
TecTupoBaHus (onpeneneHus BHekaeTounon JIHK mioma
110 KPOBU MaTeEpH)

B T.4. B TPYIIIE CPETHETO PUCKA 95
[lontBepxxknena XA mno pesynpratam MIIJl B rpynne 97
OepeMEHHBIX C BBICOKUM PHCKOM IO  JIaHHBIM
HEMHBA3UBHOTO pe3yibTaTam HEHHBA3HBHOTO
MIPEHATaJIbLHOTO TECTHUPOBAHUS (ompenenenust
BHeksieTouHoi /JIHK nona no xpoBu marepu)

B T.4. TPYIIIBI CPEAHETO PUCKA 97

Jlons HOBOPOXAECHHBIE C YCTaHOBJIEHHBIMU AuarHo3amu | He Oosee 3
XpOMOCOMHOfI MMaToJoru, poOXIACHHBIX Y IIAIIMCHTOK,
npomeamux HCMHBA3UBHOC NNPCHATAJIbHOC TCCTUPOBAHUC
(ompenenenne BHewieroyHor JIHK mmoma mo xpoBu
MaTepyu) U HE MONABUIMX B IPYNIY BBICOKOI'O pHCKa

(JIO’)KHOOTpHUIIATENbHBIE PE3YIHTATHI)

I[OHOJIHI/ITQJIBHLIQ nmoka3saTteJau

[IpoBeneHo npeprpiBaHNE OEPEMEHHOCTH

B T.4. TPYIIIBI CPETHETO PUCKA

Ponumioce  gereli ¢ yCTAHOBIEHHBIMH — JUArHO3aMu
XPOMOCOMHOM MaTOJI0TUHU, BCETO

B T.4. TPYIIIBI CPEAHETO PUCKA

W3 HUX Yy IAIMEHTOK, MPOLIEAIINX HEUHBA3UBHOE
MpEeHATAIbHOE TECTUPOBAHUE (ompenenenue
BHekietounoit JIHK monma mo kpoBu martepu) u He
MOIMABIINX B rpymnmy BBICOKOT'O pHUcKa
(JIOXKHOOTpHUIIATEIHHBIE PE3YIIHTATHI)

B T.4. TPYIIIBI CPEAHETO PUCKA

B xkauectBe kputepueB oreHkH d()PeKTUBHOCTH pabOThI OpraHU3aAIUU
HcnonauTens peKOMEHA0BAHO UCIOJIb30BATh CIICIYIOIINE MOKA3ATEIIN:

- JTOJIs 0Opa3IOB C HEBAJIUIHBIMU PE3yJIbTaTaMU;

- KOJIMYECTBO IIAIMEHTOB C BBIABICHHOM XPOMOCOMHOMW IIaTOJIOTUEN IO
pe3yiibTaraM  HEWHBA3WBHOTO  MPEHATAIBHOTO  TECTUPOBaHUS  (OMNpeaeeHus
BHekserounoi JIHK mioga nmo kpoBu matepu);

- KOJIMYECTBO IMAIMEHTOB C TMPOIYIIEHHOM XPOMOCOMHOW IIaTOJIOTUEN MO
pe3y/ibTaTaM  HEWHBA3WBHOTO  TMPEHATAIHHOTO  TECTUPOBAaHUS  (ONpeaeacHus
BHekserounol JIHK tutona mo kpoBu marepm);

B kadyecTBe MOMONHUTEIBHBIX KPUTEPUEB I1E€IECOOOPA3HO HCIOIH30BAThH
KOJIMYECTBO HAPYIMIEHWA TPU B3ATHH OOpa3loB KPOBW, HAPYIICHUH MpHU
dbopMUpOBaHUM  HampaBiCHUH, OQPOPMIICHUS  MEOUIIMHCKHX  JIOKyMEHTOB,
COOJTIONEHNN JIOTUCTHYECKUX U TEMIEPaTypHBbIX TPpeOOBaHWH, HECBOCBPEMEHHOCTh
MpenocTaBieHrs HH(POpMAITUH JIedalieMy Bpady, MaueHTy 1 Jp.
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[Ipu momyyeHUN HEBAIMIHOTO PE3yNbTara, TPEOYIOIIEero AaJbHEHIIIeH OLEHKH,
HEOOXOAMMO MPOBEACHHUE YIIyOJIEHHOIO UCCIENOBAHUS B YCIOBUSIX PEPEPEHCHOTO
LEHTpA.

Vil. OPTAHU3AIIMOHHO-METOANYECKOE "
NHPOPMAIIMOHHOE OBECIIEHEHHME

OpranuzanmoHHO-MeTOANYEeCKOe W  HMH(OPMALMOHHOE olecrevyeHne
HEVWHBAa3UBHOI'O MPEHATAIbHOIO TECTUpOBaHUs (ompeneneHuss BHekyeTouHoi /JHK
1012 IO KPOBU Marepu) BXOAUT B KoMiieTeHIuu denepanbHOro rocyaiapcTBEHHOTO
OromKeTHOTO yupexaeHus «HanuoHanbHbIH MEIMIIMHCKUI HCCIIe0BaTEIbCKUI
LEHTP AaKylIEepCTBA, THHEKOJOTMW W TNEPUHATOJIOTMM HMEHH aKaJeMHKa
B.A. KynakoBa» MunucrtepcTsa 3ipaBooxpanenusi Poccuiickoii @enepanuu.
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IIpunosxenne 1

CxeMa KOHTMHI'€HTHOI Mo/1e/IM BHeJIPeHUs HEMHBA3MBHOI'0 MPEHATAJIBLHOI0 TECTHPOBAHUS
(onpenenenus BHekyeTouHoil JIHK niona mo kpoBu marepu)

KabuHeT aHTeHaTasibHOM

bepemeHHasn >
oXxpaHbl 043
MpeHaTasbHbIii CKPUHUHT
1-ro Tpumectpa
l | |
Bbicokuii puck (6osiee 1:100) CpepgHuii puck (1:101-1:1000) Hu3skuii puck (meHee 1:1000)
1,5-2% 6epemeHHbIX 8-9% 6epemeHHbIX

LAHK-ckpuHuur (HUNC)
Ha Xxpomocombl 21, 18, 13

y \ 4 v

HabnogeHue y akylepa-
rmHeKosora, Y3U

v

‘ unpa (vusasusHan ’

<— BbICOKMI pUCK || Hu3Knit puck

rnpeHartasnbHas AUarHocTuKa)

IIpunoxenne 2

Cxema MapuIpyTU3alui NANMEHTOB ISl POBeIeHNsI HEMHBA3MBHOI0 NMPEHATAJILHOTO
TecTupoBaHus (onpenenennst BHekJeTouHoil JITHK niiona mo kposu marepn)

JINY, vabnogatowee
! oMo MOAITI 2 unu 3 ypoBHA Opranusauua UcnonHutennb
6epemeHHy0
MonyuyeHue pesynbratos [C; 48 ’ B3ATne Kpoeu Ha HUMC ’ 48-72 ‘ MpoBeaeHue uccnenoBaHua
Hanuuune nokasanuii ana HUMC | Yacos ‘ £0 17 Hepenun 6epemeHHOCTU ’ yacos ‘ He 6onee 14 aHewn
148 yacos
MpepTecToBas KOHCYNbTaLUA,
Bblgaya HanpasneHua Ha HUMC
v
24 ’ 24 |
Bbigauya 3aK/1o4eHUus < Mepepaya 3aKkNOYEHUA CocTaB/ieHMe 3aKNI0YEeHUA
yaca \ yaca ‘
BbicoKuii puck no HUMC = > Hpuunive peistoin
p yacos o nposegexuu UMM
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IIpunoxenne 3
Pexomenoyemuiii oopazey
HNudopmupoBanHoe corjiacue Ha ocyllecTBIeHHE 00padOTKH NMEePCOHAIBHBIX TAHHBIX

(Damunus, umsa, omyecmeo (Npu HAIUYUU) NOTHOCIBIO)

« » roja poxIacHus, 3aperuCTpupoBaHHasd 110 aJpecy.

(adpec pecucmpayuu epaxrcoanuna)
JTOoT pasges 0JaHKA 3aNO0JHSAETCHA TOJbLKO HA JIMI, He JOCTHUrmmx Bo3pacra 15 Jser, wiam
HeeeCOCOOHBIX TPaKIaH:
A,

(pammmust, UMs1, OTYECTBO (MPU HATWYHH ) TTOJTHOCTBIO, JIaTa POKICHUS MOJTHOCTHIO)

SABJIAIOCH 3aKOHHBIM ITPEACTABUTCIICM (MaTb, 0T€ll, YCHIHOBUTEC/Ib, OIICKYH, l'[Ol'le‘lI/lTe.]Ib) pe6eHKa
HJIN JIMLa, IPU3HAHHOI'O HG,HCGCHOCO6HBIM

(hamunus, ums, omuecmeo (npu HaUUUU) pebEeHKA ULU HedeeCnOCODHO20 ePANCOAHUHA NOJIHOCIbIO, OAMda PONCOCHUS.
NOJIHOCNDBIO)

MIOJTBEPIK/Iat0, YTO Jal0 CBOE COIJlacMe Ha 0O0pabOTKy MOMX MEPCOHANbHBIX JAAHHBIX (IIEPCOHAIBHBIX
JAHHBIX IPECTaBIsIEMOTO MHOIO 1) B OpraHu3aluu Vcnonnurene

([lonnoe naumenoganue meOuYUHCKoU opeanuzayuu Mcnonnumens)

B IENAX OKa3aHWs MEIUIMHCKOM yCIyrM TIO0 TPOBEICHUIO HEWHBA3WBHOTO IPEHATAJIHLHOTO
TectupoBaHus (onpenenenus BHekietouHod JIHK mmoga mo xpoBu maTepu) mpu YCIOBHUH, YTO
00paboTKa MEePCOHATBHBIX JAHHBIX OCYIIECTBIISIETCS JIMIAMH, MPOPECCHOHAIBHO 3aHUMAIOIIUMUCS
MEIUIIMHCKON HEITEILHOCTRI0O W OOS3aHHBIMA B COOTBETCTBHH C 3aKOHOIATEILCTBOM PoccHUIiCKOM
denepaniui  COXpaHATh BpadyeOHYIO TalWHy M0 CIEAYIONIEMY TMEPEYHI0 TEPCOHAIBHBIX JIaHHBIX:
dbamMunus, uMs, OT4ecTBO (TIOCNIEHEE - MPU HATUYUH), TOJ, JaTa POXKIACHHUS, MECTO POXKICHUS,
TPKJIAHCTBO, JIaHHBIE JIOKYMEHTA, YJIOCTOBEPSIONMIET0 JUYHOCTb, MECTO JKHUTEIhCTBA, MECTO
pEerucTpanum, CTPaxoOBOH HOMEP WHIWBHUAYATHHOTO JHUIIEBOTO CYETa, HOMEp TOJMca 00s3aTeIHHOTO
MEAHUIIMHCKOTO CTPaxOBaHUS 3aCTPaxXOBaHHOTO JIMIIA, aHAMHE3, JMArHO3, CBEICHUsS 00 OpraHU3aIuwy,
OKa3aBIIe MEIUIIMHCKUE YCIYyTH, BHJ OKa3aHHOM MEIUIIMHCKON TIOMOIIM, YCIOBUS OKa3aHUs
MEIHUIIMHCKONW TMOMOIIM, CPOKH OKa3aHHs MEIUIIMHCKON MOMOIIH, 00beM OKa3aHHON MeIUIUHCKON
MOMOIIM, PEe3yNbTaT OOpaIleHus 3a MEAWIIMHCKOW IMOMOIIBI0, CepHsl M HOMEp BBIIAHHOTO JIMCTKA
HETPYAOCIOCOOHOCTH (IIPH HATMYHHU), CBEJICHUs 00 OKa3aHHBIX MEIUIIMHCKUX YCIIyTrax, IPUMEHEHHbBIE
CTaHIApPThl MEIUIMHCKOW TIOMOIIM, CBEACHHS O MEIUIUHCKOM pa0OTHUKE WM METUITUMHCKUX
paboTHUKAX, OKA3aBIINX MEAUIMHCKYIO YCIYyry, MOoU (DOTO- U BUACOM300paKeHHsI, a Tak ke (HOTo U
BUJICO M300paKeHUs IUIA, TPEICTABUTENIEM KOTOPOTO s SIBISIFOCH, TOMYYEHHBIE C ILIETBI0 OKa3aHHs
MeauuuHcko momomd. IIpenocraBnsito opranuzanuu VCoOAHUTENIO MPaBO OCYIIECTBISATH BEICHHE
MepCOHU(UIIMPOBAHHOTO YYeTa IMPH OCYIIECTBICHUH MEIUIIMHCKON NesTelbHOCTH. B ciydae ecnu
opranuzanus McnomHutens mOpyduT 00pabOTKYy MEPCOHANBHBIX JaHHBIX JIPYroMy  JIUILY,
OTBETCTBEHHOCThH TMEpeJ] CYObEKTOM IEPCOHANBHBIX JAaHHBIX 3a JIEUCTBHS YKa3aHHOTO JIMIlA HECeT
opranuzanus Hcnomaurens. Jlumo, ocymecTBisitoniee o00pabOTKy TMEpPCOHATBHBIX JIaHHBIX —TIO0
MOPYYEHUIO OpraHu3anuu McrnonHuTens, HeceT OTBETCTBEHHOCTh Tepe opranu3anuei Mcnoinurenem.
JHlato coryacue CcyOBeKTa TEPCOHAIBHBIX JaHHBIX Ha O0OpabOTKY MOHMX TEpPCOHAIBHBIX TaHHBIX
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(epcoOHaNbHBIX JTaHHBIX MPEACTaBISEMOr0 MHOIO JIMI[A) B TEUEHHHM CPOKAa XpAaHEHHUS MEIUIMHCKON
KapThl aMOynaTopHoro 601pHOrO (hopMa MenuuMHCKON mokymeHTaruu Ne 025/y) nBaanare msrth JieT.
Ocrtasiisiro 3a co0oii paBo, Ha OCHOBaHUU 4. 5 cT. 21 denepansHoro 3akona ot 27.07.2006 N 152-Dd3
(pen. ot 24.06.2025) «O mepcoHAIBHBIX HaHHBIX» OTO3BaTb CBOE corjiacue Ha 00paboTKy
NEPCOHATBHBIX JIAaHHBIX IIOCPEJCTBOM COCTABJICHUS COOTBETCTBYIOUIETO IHCHMEHHOTO 3asiBICHUS,
KOTOpoe OyIeT BpYydYeHO JHMYHO IOJ PACHUCKY MPEACTABUTENIO opraHu3anuu McmomHurens wim
HaIpaBJIEHO B aJpec OpraHu3aluu VICronHUTENs MO MOYTe 3aKa3HbIM MHCbMOM C YBEIOMIIEHHEM O
BpYUYCHUHU.

A YAOCTOBEPAIO, YTO TCKCT MOECTO I/IH(bOpMI/IpOBaHHOl"O corjiacusa MHOIO IIPOYMTAaH, MHE ITIOHATHO
Ha3HA4YCHUE JAHHOI'O JOKYMCHTA, IIOJTYYCHHBIC PAa3bsACHCHUA OT MCIUIIMHCKUX pa6OTHI/IKOB IIOHATHBI 1
MCHA YAOBJICTBOPAIOT.

(Tmomuce) (pammnms, nms1, oT4ecTBO (IPY HATMYHMHN) T'paXkIaHUHA HIIN €r0 3aKOHHOTO MPEICTaBUTENIS)

« » 20 I.
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IIpuaoxenne 4

Pexomenoyemuiii oopazey
HNudopmupoBanHoe 100poBOJILHOE COTJIACHE HA NPOBe/leHHe HEMHBA3MBHOIO
NMPEeHATAJbHOI0 TecTHPOBaHus (onpenenenus BHekJaeTouHoi JJHK nmioxa no kposu
MaTepH)

(Pamunus, ums, omyecmeo (npu HAIUIUY) ROIHOCMBIO)
« »

roJia po>KJIeHUs, 3apETUCTPUPOBAHHAS 110 aJIpeECy:

(aopec pecucmpayuu epascoanuna)

ITOT pa3jesl 0JIaHKa 3aMOJIHSAETCS TOJBLKO Ha JIMIl, He JOCTHIIIMX Bo3pacra 15 Jier, win
HeIeecnoCOOHBIX rpaxaan: 5,

((baMI/IJ'H/IH, nMs, OTYECTBO (HpI/I HaJ'H/I‘II/II/I) MOJHOCTBIO, AaTa POKACHUA HOJ'IHOCTL}O)

SBIIAIOCH 3aKOHHBIM TIpEACTaBUTENEM (MaTh, OTell, YCHIHOBHTE/b, ONEKYH, NMONEYHTe]b)
peOeHKa WK JIUIa, TPU3HAHHOTO HEeJIeeCTIOCOOHBIM

(pamuus, uMst, oT4eCTBO (TPU HATHYUK) PEOCHKA WK HEJSCCIIOCOOHOT0 rpak[aHIHA MOJIHOCTBIO, aTa POIKIACHUS
MOJTHOCTBIO)

Hato  uHGOPMHUPOBAHHOE OOPOBOJBHOE  COIJIACHE HAa  OCYIIECTBIEHHME  CIEAYIOLIETro
MEIHUIIMHCKOTO BMEINIaTeNbCcTBa (00CIen0BaHus) - MPOBEACHHE TaOOPATOPHOTO HCCIETOBAHUS
«HewnBa3uBHOE MpeHaTaibHOE TecTUpoBaHue (ompeneneHue BHekimerouno [IHK mmoma mo
KpPOBU MaTepu )» MeHs (MPEeACTaBIsIEMOro B

(Ilonnoe HaumeHoBaHUe MEOUYUHCKOU OP2AHUAYUY)

MeauiuHCKUM paGOTHI/IKOM

(QomdicHOCmb, hamunus, ums, omuecmeo (Npu HAIUYUU) MEOUYUHCKO20 PAOOMHUKA)

B JIOCTYIHOM JUIst MeHsI (hopMe MHE pa3bsCHEHbI LIeJH U METOJIbl OKa3aHWUs MPEeI0KEHHON
MEIUIIMHCKOW TOMOIIM, CBSI3aHHBII C HUMH pHUCK, BO3MOXKHBIE BapHaHTbl MEIULIUHCKUX
BMEIIIATENILCTB (B3STHE KPOBH U3 BEHBI), UX MOCIEJACTBHS, B TOM YHCIIE BEPOATHOCTh Pa3BUTHS
OCJIO’)KHEHUH, a TaK)Ke MpeIojaraeéMble pe3yybTaThl.

S mpouHdopmupoBan(a) o TOpsAKe M O00BbEME MNPOBEACHHS HCCICAOBAaHUS, CPOKax
TOTOBHOCTU pe3yJIbTaTa U OIPAaHUYECHUSX METOJIUKH MPOBEICHHS MCCIENOBaHHUSI HEMHBA3UBHOIO
IpeHaTaJbHOro TecTupoBaHus (ompenenenus BHeknerouHod JIHK mioma mo kpoBu marepu) u
OCO3HAIO MOKa3aHUs K €ro MPOBEJICHUIO.

S noHMMaro, YTO € IMOMOLIBIO METO/a HEHMHBA3MBHOIO INPEHATAJIbHOTO TECTHUPOBAHMS
(ompenenenns BHekgeTounor JIHK mioga mo xpoBu marepu) OyayT NMpOBEACHBI MCCIICIOBAHMS
TOJIbKO B oTHOIIeHnU Tpucomuu 21, Tpucomun 13 u Tpucomun 18.
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51 npounpopmMupoBaH(a) MPo BOZMOKHOCTH JAPYTHX METOJOB MPEHATAIBHON THArHOCTUKU U
OCO3HAI0, YTO HEMHBA3UBHOTO MPEHATAILHOTO TeCTUpOBaHus (omnpenenenus BHekierounoil JJHK
IUIO/IA IO KPOBHU MaTepH) HE 3aMEHsIeT KOMOMHUPOBAHHBIN MTPEHATAILHBIA CKPUHUHT OEpEeMEHHOM
B 11-13.6 Henenb OepeMEHHOCTH U MHBA3WBHYIO IIPEHATAIBHYIO IMAaTHOCTUKY B CJIy4ae BHICOKOTO
pHUCKa HAJIMYKS Y IUIOAA XPOMOCOMHOM aHOMaJINH.

S npenynpexacH(a) MW OCO3HAK, 4YTO pe3yJbTaThl HCCICAOBAHHUS HEHHBA3MBHOI'O
MpeHaTalbHOro TectupoBaHus (ornpenenenust Buekierounoit JJHK mnmona mo xpoBu martepu) He
saisitorcds Ha 100% TOYHBIMM M HE TapaHTUPYIOT OJHO3HAYHOI'O HMCKIIOUEHHUS XPOMOCOMHBIX
aHOMaJIMI y IJIO/IA; YTO METOJOM HEMHBA3WBHOI'O IIPEHATAJIbHOTO TECTUPOBAHUS (ONPEECIECHUS
BHeksierouHoit JIHK miioma mo kpoBM MaTepu) HEBO3MOXKHO MCKIIIOUWTH HAWYHME Yy IUIOJA
cOaTaHCUPOBAHHBIX CTPYKTYPHBIX XPOMOCOMHBIX IE€PECTPOCK, MaJIbIX HecOaTaHCHPOBAHHBIX
CTPYKTYPHBIX MEPECTPOEK XPOMOCOM, MO3AULIM3Ma, TPUIUIOUINN U TETPAIUIOUINNA, MOHOTE€HHBIX
U APYTUX F€HETUYECKUX 3a00JI€BaHUI.

S1 urbopmHpoBaH(a) 0 BO3MOKHOCTSAX METOAA IO OMPEACICHHIO IM0Jia IUI0Ja 10 KPOBH
MaTepu M MpeaynpexaeH(a), 4To onpeaesicHue mojia Iiojia MOKET ObITh 3aTPYJHEHO, a TJIaBHas
LEeJIb MCCIENOBAaHMUS JaHHOTO BapUAaHTAa HEMHBAa3MBHOTO IPEHATAIILHOIO TECTUPOBAHUS
(ompenenenust BHeknerouHod JIHK mmona mo kpoBu marepu) — HUCKIIOYMTH XPOMOCOMHBIE
anomaymu (Tpucomuu 21, Tpucomuu 13 u Tpucomun 18).

Sl o0s3ytoce mpouH(DOPMUPOBATH MEAMIMHCKUN TepcoHas 000 Bcex mnpobriemax,
CBA3AaHHBIX C MOUM 30POBbHEM/3JOPOBHEM IMPEACTABISIEMOr0 MHOHM IWIla, B TOM YHCIE O
HAJIMYUHU OTYXOJIEBBIX 00Pa30BaHMA, IEpETMBAaHUH AJUIOTEHHON KPOBH, TEPANIUU aJUIOTC€HHBIM U
KJIETKaMH, TPAHCILIAaHTAllUU OPraHOB UJIM KOCTHOI'O MO3ra.

S oco3Haro, YTO BBICOKMH PpHUCK, PACCUMTAHHBI [0 pe3yJbTaTaM HEWHBA3UBHOIO
MpeHaTaJbHOro TecTupoBaHus (ompenenenus BHekierounoil JIHK mioga mo kpoBu matepu), He
SIBJISIETCSI OCHOBAHUEM JIJIsI TIPEpPhIBaHUS OEPEMEHHOCTH COTJIACHO 3aKOHOJATENbCTBY Poccuiickoi
@®enepauuv, U TpPU BBISBICHWU TMOBBIIIEHHOTO pHUCKAa MO pe3yjabTaTaM HEMHBAa3HMBHOTO
MpeHaTaIbHOTO TecTupoBaHusl (ompeaenenus BHekieroyHo JIHK muioga mo kpoBu Marepm)
HE00X0/MMO NPOBEIEHUE WHBA3MBHOW NpEHATaIbHOM TUArHOCTUKU C IIEJIbI0 MOJTBEPHKIACHUS
MIOJIyYE€HHBIX PE3yJIbTaTOB.

SI mpenynpexaeH(a), 4TO B PENKUX CIydYasx MOXKET MOTPeOOBAThCS MOBTOPHOE B3STHE
KpOBH.

51 He BO3paskalo, 4To B3AThIE Y MEHs (MPEACTaBISIEMOr0) OMOoI0Oruyeckre oopasibl, MOTYT B
nalnbHeneM XpaHuTthesl y VcronHuTens uisi UCHOJIb30BaHusl Onomarepuaa B HayYHBIX LEJAX
(mmst pa3pabOTKM HOBBIX METOJIOB JAMATHOCTUKH/JIIEYEHHS HACIEACTBEHHBIX U BPOXKICHHBIX
3aboneBanuii). S npoumHdopmupoBaH(a) O TOM, YTO TOJYYEHHBIE PE3yabTaThl HAYYHBIX
UCCIIEIOBAaHUM MOTYT OBITh OMYOJIMKOBaHBl HCKIIOYUTEIHHO B METUIIMHCKUX, HAYYHBIX WU
oOyyarolux LeJsIX ¢ yYeTOM COXpaHeHHsI BpaueOHOM TalHBbI.

(noonucs) (D.H.0. epasxcoanuna / 3aKoHHO20 RPEOCMABUMENSL 2PANCOAHUHA NOTHOCMBIO)

Sl paspemaro, B ciaydae HEOOXOAMMOCTH, MPEIOCTaBUTh HH(OpMAIUMIO O pe3yibTarax
HEMHBA3MBHOI'O IMPEHATAIIbHOTO TecTUpoBaHus (ompeznenenus BHekierouHod JIHK mmoma mo
KpPOBH MaTepH) MOUM POJICTBEHHHKAM, 3aKOHHBIM IIPEJICTABUTEISM, TPaKIaHaM:

(D.H1.0. nonnocmuvio, KOHMAKMHbIL MenedoH)
A YAOCTOBEPSALO, UTO TCKCT I/IH(I)OpMI/IPOBaHHOFO corjiiaCud MHOKO IIpOYHUTaH, MHC ITOHATHO
HAa3HA4YCHUE JAHHOTO JOKYMCHTA, ITOJTYYCHHBIC PaA3bACHCHHA OT MCIUIHUHCKHUX pa6OTHI/IKOB

MIOHSITHBI U MEHS YJIOBJIETBOPSIOT.
« » 20 1.

(noonuce)  (D.HU.0. epadicoanuna unu e2o 3aKOHHO20 NPEOCTNABUME]IA)

« » 20 r.

(noonucw) (Honsicnocmo u @.U.O. meduyuncrkozo pabomuuxa)
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IIpuioxenne 5
Pexomenoyemuiii oopazey

Otka3 oT npoBeeHUs] HEHHBA3HBHOIO NPEHATAJIBLHOI0 TECTHPOBAHUS (ONpeaeIeHUs
BHekJeTo4uHoi /IHK niiona no kpoBu martepn)

A,

(Damunus, ums, omuecmeo (NPu HAIUYUU) NOTHOCIBIO)
« »
roJia pOKJICHHUS, 3apETUCTPUPOBAHHAS TI0 AJIPECY:

(aopec pecucmpayuu epascoanuna)

JToT pasaen 0JaHKA 3alOJHSETCS TOJLKO HA JIMI, He JOCTUIIIMX Bo3pacrta 15 jer, uiamn
HeeecmoCoOOHbIX IrpaxIan: S,

((baMI/IJ'H/IH, nMs, OTYECTBO (HpI/I HaJ'H/I‘II/II/I) MOJHOCTBIO, AaTa POKACHUA HOJ'IHOCTL}O)

SBIIAIOCH 3aKOHHBIM TIpEJCTaBUTENEM (MaTh, OTell, YCHIHOBHTE/b, OMNEKYH, MONEYHTe]b)
peOeHKa WiTH JIIa, TPU3HAHHOTO HEJIEeCTIOCOOHBIM

(pamuus, uMst, oT4eCTBO (TPU HATMYUK) PEOCHKA WK HEJSCCIIOCOOHOT0 rpak[aHIHA MOJHOCTBIO, aTa POKIACHUS
MOJTHOCTBIO)

OTKa3bIBalOCh OT CJEIYIOLIEr0 MEIUIMHCKOTO BMeIlaTesNbcTBa (00CieI0BaHUS) - IPOBEIACHUS
nabopaTopHoro ucciefoBanus «HenHBa3MBHOE MpeHATabHOE TECTHUPOBaHUE (ONpeneeHne
BHeksierouHoi /IHK mona mo kpoBu Matepu)» MeHsl / IpeACTaBIsIeMOr0 MHOH JIMLIA.

Msue B gocTynmHOH Juisi MeHS (OpME MHE pas3bsCHEHbl IEIM U METOJbl OKa3aHMs
MPEIIOKEHHOW MEIUIIMHCKOM ITOMOIIM, CBSI3aHHBIM C HUMH PHUCK, BO3MOXKHBIE BapHUaHThI
MEIMLUHCKUX BMELIATeJIbCTB (B3SATHE KPOBU W3 BEHBI), MX IOCJIEACTBHUSA, B TOM 4YHCIE
BEPOSTHOCTb PA3BUTHSI OCIIO)KHEHUH, a TAK)Ke MpeJIIojiaraéMble pe3yibTaThl.

MHue noapoOGHO B JOCTYHMHOW Ui MeHS (opMe pa3zbsiCHEHbl BO3MOXKHBIE IOCIEICTBUS
MOEro OTKaza (OTKa3a MpEeNCTaBIsIEeMOro) OT MpeAsiaraéMOro MEIWLHMHCKOIO BMEIIaTelbCTBa
(o6cnenoBanus).

51 oco3Haro, 4TO 0TKa3 OT MEIUIIMHCKOTO BMEIIaTeNIbcTBa (00CIeJOBaHUSI, JICYEHHS) MOXKET
CKa3aThCsl HAa MCXO0Je Moel OepeMEeHHOCTH / OepeMEeHHOCTH MpEeACTaBIsIEeMOr0 MHOM JHIa, a
MMEHHO MPUBECTU K POXKIEHUIO pedeHKa ¢ XpomocoMmHo# maronoruent (Tpucomus 21, Tpucomus
18, Tpucomus 13).

MHe pa3bSCHEHO, YTO MPU BO3HUKHOBEHMHM HEOOXOJIMMOCTH B OCYILECTBJICHUH OJHOTO
WIM HECKOJBbKUX BHJIOB MEIMIMHCKUX BMEIIATEIbCTB, B OTHOLIEHHUH KOTOPHIX OGOpMIIECH
HACTOSIIIMI OTKa3, 1 UMer mpaBo oGopMuTh MHPOPMUPOBaHHOE JOOPOBOJIBHOE COTjache Ha
TaKOW BHJ (TaKW€ BUJIbI) MEIUIIMHCKOTO BMELIATENILCTBA.

A o3nakomsieH(a) M coryaceH(a) co BCEMH IMyHKTaMH HACTOSIIETO JOKYMEHTA, MOJIOKEHUS
KOTOPOTO MHE pAa3bACHEHbI, MHOIO MOHATHI U JOOPOBOJBHO OTKa3bIBalOCh OT MPOBEACHUS

MEIHUIIMHCKOTO BMEIIATEIbCTBA (00CIeI0BAHMN).
« » 20 T

(noonucw) (©.U.0. epadxcoanuna uiu €20 3aKOHHO20 NPeOCMAasUmers)

« » 20 T

(noonucw) (Hoaxcnocmo u @.U.O. meduyuncko2o pabomHura)

32



IIpunoxenne 6
Pexomenoyemuiii oopazey

AKT npuemMa-nepenadun
00pa310B KPOBHM /LISl IPOBe/IeHH S HEMHBA3MBHOIO MPEHATAJBLHOI0 TECTUPOBAHUS
(onpenenenus BHekaeTouHou /IHK nioga mo kposu marepn)

, uMenyemoe pnaiee «MeIMUHHCKAs OPraHU3aIUs»
nepenaer, a , uMeHyemoe nanee «OpraHuzanus
Ucnonnurenaby (umenyembie ganee «CTOPOHBI»), MPUHUMAET 0Opas3ilbl KPOBU I MPOBEACHHUSI
HEMHBA3UBHOI0 NMPEHATAJLHOI0 TecTHpPOBaHMs (ompenejeHus BHekJeroyHoil /IHK miona mo
KpoBHU MaTepH) (nanee — VMccnenoBanue) B cocTaBe M KOJMYECTBE, YKA3aHHOM HIDKE:

Nen/m | MapkupoBka OUO [Hata Cpok Bec UMT* | KommenTapuu
NpOOMPKH | MALMEHTKH | B3ATUSA | OEpEMEHHOCTH™® | MAIMEHTKU™®
KpOBHU

**Ha MOMEHT B35THsI 00pasia KpOBH

MeanuMHCKasi OpraHu3alusl MOJATBEPKIACT COONOeHHE TpeOOBaHMN K B3ATHIO OMoMaTtepuana u

YCJIOBUI XpaHEHHUs JaHHOTO BHJa OMOMaTepualia, IeJIOCTHOCTh M TePMETHYHOCTh BCEX 00paslloB, a

TaKXXe YITaKOBOK JI0 Tepelayi TPAHCTIOPTHOW OpraHu3aIliH.

C xaxpIM 00pa3ioM Onomartepuaa OTIpaBiIeHbI (HYy>KHOE€ OTMETUTB):

0 Hamnpasnenue Ha ucciaenoBanue ycTaHOBIEHHOTO oOpasia (popma 057/y)

o Konusa nomuca OMC

O PesymbraT mnpeHaTampHOTO CKpWHWHTAa | TpuMecTpa, BKJIIOYas Y3-HCCIIEOBaHWE M OILEHKY
KOMOMHHUPOBAHHOI'O pacueTa prcKa [0 XpOMOCOMHOM MaTOJIOTUH Yy TII0/1a

Hacrodmuii akT cocTaBlieH B JBYX OJK3EMIULIPaX, UMEIOIINUX PAaBHYIO IOPUIUYECKYIO CUITY, IO
oJIHOMY AJis1 Kaxkaoi u3 CTOpPOH.

OBPA3LIBI ITEPEJIAJL: OBPA3IIbI ITPUHAIIL:

IIpencrasurens MeaMIMHCKON OPraHu3aluu ITpencraButens Opranusanuu Ucnoannrein
JloKHOCTD JlomkHOCTh

0)5(0) J5(0)

Tloamuce Ioamuce

Hara BpeMs [Hara BpeMms
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IIpunoxenue 7
Pexomernoyemviii oopazey

Oobpa3zen J1a00OPATOPHOTO 3aKJIKOYEHUS

ITOJIHOE HAUMEHOBAHMUE YUYPEXIEHUWSA
HA3BAHMUE CTPYKTYPHOTI'O NIOAPA3JAEJEHUSA

«HeunHnBa3uBHOE NpeHaTabHOE TecTUpPoBaHue (onpeaesenue BHekaeTouHoi JJHK nioga no kposu
MaTepm)»

@®.1.0. nanuenra

Hazpanue HanpaBUBILErO yUPEKACHUS
Howmep xaptsl Hamnpasusmiuit Bpau
Hanuuue nHPOPMHUPOBAHHOTO COTJIACUS HA UCCIIEIOBaHHE
Bospact nosHbIX et Munekc maccel Tena (MMT) Kr/M?

Cpok GepeMeHHOCTH HEZEIb JHel (Ha MOMEHT B35THE KPOBH).

KonnuecTBo mionos

bepeMeHHOCTh HACTYIIMIIa €CTECTBEHHBIM IIyTEM, B PE3YJIbTATE HIKCTPAKOPIIOPATILHOTO
omnonoTBopeHus (OKO) (Hy)kHOE OJUEPKHYTD).

[IpeanonaraeMple HapyIIEHUs] HA OCHOBAHUU JIPYTHX MCCIIEJOBaHUH (IIOPOKH Pa3BUTHS II0/A
WIH yIIbTpa3ByKOBbIe Mapkepbl, 3HaueHust PAPP-A u 3-XIT'Y, pacueTHblil puck 1o paHHeMy
IPEHATAJIbHOMY CKPHUHMHTY, U T.I1.) €CIM UMEIOTCSI, yKa3aTh:

Marepuain noiaydeH « » 20 I.

3AK/ITIOYEHUE

B o06s3aTenbHOM MOpsiAKE JOIKHO coaepkaTh nHpopmanuio o nose mioanon JJHK ¢ ykazanuem
MOpora YyBCTBUTEIHHOCTH METOA B TAOOPATOpHUH, HATMYKE U CTENIEHb prUcKa XA 10
xpomocomam 13, 18, 21 u pexomeHganum.

ITpumep:

Hons IHK mona cocraBnser 9,5% (Boime 4,0%, mopora 4yBCTBUTEIIBHOCTA METOIQ).
YcTraHoBJIeH BBICOKHIT PUCK TPUCOMHH 1O XpoMocome 21 (Bbime 95%).
PexomeHn10BaHa KOHCY/IbTALMSA Bpadya-reHeTHKA C 1eJIbI0 pellieHusl BOIpoca o
HA3HAYEHUM HWHBA3MBHOI NPeHATAJbLHON IMArHOCTHKH.

Jlata « » 20 T.

Bpau /®UO/

3aBenyromuii madbopaTopueit /OUO/




IIpunoxenue 8
Pexomernoyemviii oopazey

I[MamsiTKa 11 aKylI€POB-THHEKOJIOT0B /IJIsi KOHCYJILTHUPOBAHNS NAIINEHTOB
nepe/ NpoBeJeHUeM HEMHBA3UBHOIO MPEHATAJILHOI0 TeCTUPOBAHUSA
(onpenesiennsi BHekyaeTouHOH JHK mioxa nmo kpoBu Mmarepmn)

JIJ1sl MallMeHTOK IPyNIbI BLICOKOT0 PUCKA 10 XPOMOCOMHOII aHOMAJIMH,
HMEKIIHUX NPOTHBONOKA3aHUS K MHBA3MBHOM NMPEHATAJIbHOM THATHOCTHKE

VBaxaemas nanuenTkal

[To pe3ynbpraram mpoBeaeHHOro Bam mpeHaTanbHOro CKpuHUHTa I TpMectpa
oOHapyxeH BhiCOKUU puck (1:100 u BbIle) XpOMOCOMHOM aHOMaJIWU (TPUCOMUU
no xpomocomam 21,18,13) y mioaa, 4to sBisieTCS MOKAa3aHUEM K MPOBEICHUIO
WHBA3WBHOM IPEHATAIbHONM JIHATHOCTHKM C LEJIBI0 aHajdu3a XpPOMOCOM IUIOJA.
TonbKkO 3TOT METOA MOXKET MNOATBEPAUTh WM HCKIIYUTh XPOMOCOMHYIO
aHOMAJIMI0 y IUIOJA C MAaKCHUMalbHOM CTENEHbIO BeposTHOCTU. OpHAKo, B
HacTosilee Bpems y Bac ecth mpoTuBomnokazaHusi (MEpEeYUCIUTh KaKue ) K
MPOBEJICHNUIO NHBA3WBHOM IMATHOCTHUKH.

B cBs3u ¢ stuMm, undopmupyem Bac o cyiiecTBOBaHMM JIOTOJHUTEIHEHOTO
CKPUHUHTOBOTO METO/]Ia BBISBIICHUS] PUCKAa XPOMOCOMHON aHOMAJIMM Y Tj10/1a (I10
xpomocomam 21, 13, 18) — HeMHBA3UBHOI0 MPEHATAJLHOIO TECTHUPOBAHMS
(onpenesnenust BHekyaeToyHoi JTHK mioga mo kpoBu marepm). J[aHHbIN METOX
o0JiajjlaeT BBICOKOW YYBCTBUTEJIBHOCTBHIO (10 99%) B OTHOIICHUM BBISBICHUS
pHUCKa YKa3aHHBIX CHHAPOMOB.

HewnHBa3uBHOE mMpeHaTaIbHOE TECTUPOBAaHME (OMpECICHUEe BHEKJICTOYHOU
JAHK mnoma mo xpoBu maTepu) ocHOBBIBaeTcsl Ha uccienoanuu JIHK miogHoro
MPOMCXOXKICHUS, TOCTYNarwIlled B MaTepUHCKUM  KpoBOTOK. [Ipouemypa
abcomoTHO Oe3omacHa AJigs OepeMEHHOM W IUI0J1a, MOCKOJIbKY 3a00p Marepuaia
OCYIIECTBIISIETCS TyTEM OOBIYHOTO 3a00pa KPOBH U3 BEHBI JKCHIITUHBI.

I[To pe3ynbraTaM  HEWMHBA3UBHOTO  MPEHATAIBHOTO  TECTUPOBAHUS
(onpenenenus BHekaeTouHoil JJHK miona mo kpoBu mMarepu) prucK XpOMOCOMHOM
anomanuu (cunapomoB [layna, OnBapaca u Ilaray) y mioma moxker OBITh
ONpPENETEH KaK BBICOKMM WM HU3KWW. ECIM BBISBICHO NOBBIICHUE PHUCKA
XPOMOCOMHBIX ~HApyIIEHUW, TO COXPAHSIETCS HEOOXOAMMOCTh TMPOBEIACHUS
WHBAa3UBHOUN MPEHATAIBHON MWArHOCTUKH I TMOATBEPKACHUS WM HCKIIOUCHUS
XPOMOCOMHOW aHOMAJIUH Y TIJIOJA.

[Ipy monyyeHnn HU3KOTO PUCKA MO JAHHBIM HEMHBAa3WBHOT'O MPEHATAIbHOTO
TecTupoBaHusl (onpeneneHus BHekierouHor JIHK mioma mo kpoBu matepwu)
BBICOKA BEpPOATHOCTh OTCYTCTBUSI y IUIOJA YyKa3aHHbIX CHHIpoMOB ([layHa,

Onapnaca u [latay) — npumepno 99%. Tem He menee, kpaiine peako (<1%), naxe
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IIPY OTPULIATEIIBHBIX PE3YyJIbTaTax HEMHBA3MBHOI'O IPEHATAJIbHOIO TECTUPOBAHUSA
(ompenenenus BHekaeTtouHod JIHK 1mioma mo KpoBHM MaTepu) BO3MOKHO
poXJeHue peOEHKa C OTHUM M3 3TUX CUHIPOMOB. Kpome TOro, HU3KuMH pUCK IO
NEPEYUCIIEHHBIM CHHJIPOMaM HE UCKJIIOYAaeT pOKIEHUS peOeHKa ¢ JpyruMu, Oosee
PEAKUMHU XPOMOCOMHBIMU aHOMAJIMSIMU JIMOO TE€HHBIMU OOJIE3HSAMH.

Kak mnpu mnonoXuTenbHOM, TaKk M NPU OTPULIATEIIBHOM PE3yJIbTaTe
HEMHBA3UBHOI'O IPEHATAJIBLHOTO TeCTUpOBaHUs (onpenenenus BHekneroyHou JJTHK
1102 110 KPOBH MAaTEPH), BOMPOC O HEOOXOAUMOCTH U BO3MOKHOCTH MPOBEACHUS
BaMm uHBa3MBHON mNpeHATalIbHON JUMArHOCTHUKU OyJeT pacCMOTPEH BpayaMu
aKyIIEpOM-THHEKOJIOTOM U T€HETUKOM.

Nudopmupyem Bac, uTo B HEKOTOPBIX Ciydasx pe3yibTaT HEHMHBA3WBHOTO
IpeHaTaJIbHOrO TecTupoBaHus (ompeaeneHus BHekdeTtounod JIHK moma mo
KPOBH MAaTepH) MOKET ObITh HEBAIUAHBIM, TO €CTh JaOOpaTopus HE MOXKET €ro
UHTEpIpeTUpoBaTh M3-3a Hu3koro ypoBHs [IHK mioma B kpoBu OepemeHHOM
(menee 3,5-4%) uau Mo ApyruM IpUUUHAM.

[Topsinok oopmileHHs METULIMHCKON TOKYMEHTalun

Odopmisiercsi NMPOTOKOJI KOHCHJIMYMa BpPavyeil/poOTOKOJ 3acelaHus
Bpa4Ye0HOl KOMUCCUM, COTJIACHO KOTOPOMY:

- OepeMeHHOI mpeaocTaBieHa TOJHas WHQOpMAIMs O BBICOKOM PHCKE
XPOMOCOMHOM aHOMaJIMH y Tj10/1a (TpUCOMUU 110 xpoMocome 21/13/18) o utoram
MpeHaTaabHOro CKpuHuHra B 11-13,6 Henens;

- BBISIBJICHBI IPOTUBOIIOKA3aHUSI K MHBA3UBHOM MPEHATAIbHOW TUArHOCTUKE B
BUJIE , BBHIYy YEro pPEKOMEHJOBAHO IIPOBEJCHUE HEWHBA3UBHOIO
MPEHATAJIbHOTO CKPUHUHTA;

- TAIMEHTKa MOJAPOOHO O3HAKOMJIEHAa C OCOOCHHOCTSMHM HEHWHBA3UBHOTO
peHaTaIbHOTO TecTupoBaHus (omnpeaenenus BHekieTtounod J[HK mmoma mo
KPOBH MaTepH), HOPSIAKOM €ro MPOBEAECHUS, OTPAHUYEHUEM METO/1a, BO3MOXKHBIMU
pe3ysbTaTaMu U JaJIbHEHIIEH TAKTUKOW;

- moJiydeHo HHGOPMUPOBAHHOE JOOPOBOJIBHOE COTJlacMe TMAalMEHTKU Ha
MPOBEJCHUE HEWHBA3UBHOIO MPEHATAJIBHOTO TECTUPOBAHUS  (ONpeAeIeHUs
BHekJeTouHoi JJHK mnona no kpoBu matepn);

- MalMeHTKa MNpOUH(POPMUPOBAHA O HEOOXOJMMOCTH CcAaTh KpPOBb Ha
HEMHBA3WBHOE MpeHaTalbHOE TecTupoBaHue (ompenenenue BHekineroyHou J[HK
joJa MO KPOBHM Marepu) B TeueHue 48-72 4YacoB C MOMEHTA MOJy4YCHUSs
HaIpaBJICHUS Ha UCCIIel0BaHue, HO He no3aHee 17,0 Henenb OepeMeHHOCTH;

- 3aIUIaHMPOBAHA IOBTOPHAs KOHCYJbTAllMs Bpada aKyllepa-THHEKOJIOora U
Bpaya-reHeTUKa 10 pe3yJbTaTaM UCCIEAOBAHUS.
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BAKHO: OcHoBaHueM jisi TPOBEACHUS HEMHBA3UBHOI'O MPEHATAIBHOTO
TecTupoBaHus (omnpeneneHus BHekinetounod JIHK mionma mo kpoBu marepu) 3a
cuetr cpeactB OMC sBnserca Hamumuue AeiicTByroniero nomca OMC. Ha pyku
NalMeHTKe He0OXOAMMO BBIIATh HAINPABJICHHE YCTAHOBJIEHHOro oOpasua (popma
057/y, yrBepxnennas Ilpukazom MunucrepcTBa 3/1paBooxpaHeHus Poccuiickoit
@enepaunn ot 02.09.2025 Ne519). Ilepen Bblmaueld HampaBiieHHs Ha
HEUHBA3UBHOE MpeHaTalbHOE TecTHpoBaHue (ompeaeneHue BHekneTtounou J[HK
IJI0/Ia 10 KPOBH MaTepH) HEOOXOIUMO yOEIUTHCS, YTO CPOK IEHCTBUS TOJMCA
OMC mnanMeHTKH COCTaBJSIET €Ille HE MeHee | Mecsina Ha MOMEHT BbIIAYu
HaIlpaBJICHUS.

Ilpumeuanue: ona nayuenmox, He umerwwux noauc OMC (8 m.u.
soennocayxcawux, compyonukos YOPCUH, nonuyuu, Poceeapouu u np.)
nposedeHUe HeUHBA3UBHO20 NPEHAMANIbHO20 MeCmMUpo8anus (onpeoeneHus
snexnemoynou /[HK nnoda no kposu mamepu) ocywecmensiemcs 8 pamrkax
0020680pHbIX OMHOWEeHUN ¢ opeanuzayuel Mcnoanumenem.
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IIpuioxenue 9
Pexomernoyemviii oopazey

IHamsATKa VI aKyLLIEPOB-THHEKOJI0I0B ISl KOHCYJIbTHPOBAHMSA NMAallUEHTOB
nepea NpoBeJeHueM HEMHBA3UBHOI'O MPEHATAIBLHOI0 TECTUPOBAHMS
(onpeneaenust BHekIeToyHo# JIHK miioaa mo kposu marepmu)

I[JISI MAMUECHTOK I'Pynibl CPEAHET0 pUCKa 110 XpOMOCOMHOﬁ AHOMAJINHN

VBaxaemas nmanuenTkal

[To pesynbraram npoBeaeHHOro Bam mpeHatanbHOro ckpunuHra | tpumectpa
yctaHoBieH cpeanuit puck (1:101 — 1:1000) anga mioga Mo XpOMOCOMHOMU
aHoMaJiuu (TpUcoMUU 10 xpomocomam 21, 18, 13, mpuBomsnIMe K POKICHUIO
Jerei ¢ cuaapoMamu Jlayaa, Dasapca u [laTay). 9To 03HaYaeT, 4TO HEBO3MOKHO
MOJTHOCTBIO UCKITIOUUTD PUCK POXKIEHUS peOCHKA C yKa3aHHBIMU CUHIPOMAaMHU.

B Hacrosmiee BpeMs CyHmIECTBYET €HIE OJWH CKPUHUHTOBBI METOJ
BBISIBICHUSI PHCKAa XPOMOCOMHOM aHOMaJIMHK Y 1ioja (o xpomocomam 21, 13, 18)
— 3TO HEWHBA3UBHOE MpEHATaJIbHOE TECTUPOBAHUE (OMpPEACICHUE BHEKJICTOYHOM
JHK mnmoma mno xkpoBu wmatepu). CornacHo Ilpukazy MuHucTEepcTBa
3npaBooxpaneHus Poccuiickoit @enepannu ot 19.12.2025 Ne 747u «O Ilopsiake
OKa3aHMsI MEUIIMHCKONW MOMOIIU O MPOPIII0 «aKYIIEPCTBO U THHEKOJIOTHINY,
MPOBEJICHUE HEWMHBA3UBHOIO MPEHATAJIBHOTO TECTUPOBaHUS  (OMpeaeaeHus
BHekJeTouHo J[HK miona mo kpoBu Marepu) pEeKOMEHIYETCs MallMeHTaM CO
CpPEIHUM PUCKOM, KOTOpPBIM M ycTaHOBJIeH y Bac. /lanHbiil MeTo o0nagaeT Oosee
BBICOKOM YYBCTBUTEIBHOCTHIO (10 99%), ¥ B HEKOTOPBIX CIIy4asx IO3BOJISET
BBISIBUTh PHUCK  BBIINICYKa3aHHBIX XPOMOCOMHBIX HapyILICHWH Jaxe Mpu
OTPHULIATEILHOM pe3yJibTaTe MPeHATaIbHOI0 CKpUHUHTa | TprmecTpa.

HeunBa3uBHOE mpeHaTalbHOE TECTHUpOBaHUE (OINpeeICHUsS BHEKJIECTOUYHOU
JHK mioga mo kpoBu Marepu) ocHoBaHO Ha uccienoBanuu JJHK momHoro
MPOMCXOXKICHHS, TOCTYNAarIled B MaTepUHCKUM KpOBOTOK. IIpouenypa
abcomoTHO O6e30macHa 1jisi OEpeMEeHHOM U TJ10/1a, TTIOCKOJIbKY 3a00p OmomaTepuana
OCYILECTBIISIETCS MMyTEM OOBIYHOTO 3a00pa KPOBU U3 BEHBI )KCHIIIMHBI.

Pe3ynbTaToM HEWHBA3UBHOTO MPEHATAILHOTO TECTUPOBAHUS (OMpeAeacHus
BHeknerouHo [IHK mioga mo KpoBu maTepu) SIBISIETCS OMpPEAECICHUE PHCKa
XPOMOCOMHOW aHoManuu (TpucomMuu mo xpomocomaMm 21, 18, 13) y miona:
BBICOKOT'O WJIM HU3KOTO.

B ciyyae BBIABIECHHMS BBICOKOIO pPHUCKA XPOMOCOMHBIX aHOMaiui Bam
noTpedyeTCsl KOHCYJbTalsl Bpadya-reHeTHKa JJi1 BblOOpa JalibHEHIIEW TaKTHKU
oOcnenoBanus. B cimyuyae mosydeHuss HU3KOTO PHCKa MPOAODKUTCS CTaHIAPTHOE
HaOJII0/IeHNe Y Bpaya akyllepa-ruHeKosora.
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Bpl n0JDKHBI TOHUMATh, YTO MOJYYEHHBIM HU3KUKA PUCK C BBICOKOW JOJIEU
BEPOATHOCTH CBHUJETEIbCTBYET 00 OTCYTCTBUM YKA3aHHBIX XPOMOCOMHBIX
3a0oJyieBaHu# y mio/a (TpucoMuu o xpomocomam 21, 18, 13), xoTts kpaiiHe peako
JaXe TpH  OTPULATEIIBHOM  PE3yslbTaTe HEWHBA3UBHOTO  IIPEHATAJIBHOIO
TecTupoBaHus (ompenenenus BHekinerouHod J[HK muioma mo kxpoBu marepm),
pPEOEHOK MOXET POAMTHCS C OJHOM M3 3THX NaToyioruil. K Tomy ke, HU3KUIA PUCK
[0 YKa3aHHBIM TPUCOMMSIM HE UCKIIIOYAET POXKIEHUSA peOeHKa C MHBIMH, Ooiee
PEIKUMH XPOMOCOMHBIMH OTKJIOHEHUSIMU JINOO TeHHBIMU OOJIE3HIMU.

Nudpopmupyem Bac, yTo B HEKOTOpBIX Clydasx pe3yjibTaT HEMHBA3UBHOTO
IpEeHaTaJbHOIO TECTHpOBaHMs (ompezeneHus BHekinetouHod JIHK moma mo
KPOBH MaTepH) MOKET ObITh HEBATUIHBIM, TO €CTh JJA0OPATOPHUS HE MOXKET €ro
WHTEpHpEeTUpoBaTh H3-3a Hu3koro ypoBHs JHK mioma B kpoBu OepeMeHHOM
(menee 3,5-4%) uam Mo APyruM IpUUUHAM.

[Topsimok odopMiIeHUS MEIUITUHCKOM IOKYMEHTAITUN

Odopmiusiercsi 3anUCh B MEIUIHMHCKYI) JOKYMEHTALUIO: TMAlMCHTKA
pOUH(POPMHUPOBAHA O BO3MOXKHOCTH MPOBEICHMSI HEMHBA3UBHOI'O MPEHATAILHOTO
TectupoBaHusi (ompenenenuss BHekierounod JHK mmoma mo kpoBu wmatepu)
JOTIOJIHUTENILHO K TpeHaTaibHOMy CKpuHuUHry | tpumectpa. IlonpooHo
pa3bsICHEHbl OCOOCHHOCTH METOJIa, YCJIOBHUSI TMPOBEICHUS, OTpaHUYCHUS,
BO3MOXXHBIE MCXOJbl M CBs3aHHbIE C Tporeaypod pucku. MHbopmupoBaHHOE
T0OpPOBOJIBHOE COTJIACHE MAIMEHTKU WM MPEJCTABJISIONIErO MAlMeHTKY JHIla Ha
MPOBEICHUE HEWHBA3WBHOTO TMPEHATAIBHOTO TECTUPOBAHMS  (OMpeeeHus
BHekneroyHoi JIHK mnoma mno kpoBu Marepu) mnoayudeHo. Ilanmuentka
npouHGOpMUpOBaHa O HEOOXOJAMMOCTH CJaThb KpPOBb Ha  IPOBEJCHUE
HEWHBA3WBHOTO MMPEHATAJIBLHOTO TeCTUpOBaHus (onpeneneHus BHekneTouHou JTHK
ioJa MO KpoBH MaTepu) B TeueHue 48-72 9acoB ¢ MOMEHTA TMOIYYEHUS
HalpaBJICHUS Ha HCCleAoBaHUWE, HO He mo3gHee 17,0 Hemenb OEpeMEHHOCTH.
[InaHupyeTcss TMOBTOpHAsT KOHCYJbTAIlMSI BPauOM-T€HETUKOM W/UJIM aKyIIepOM-
TUHEKOJIOTOM O pe3yJibTaTaM UCCIIEIOBaHUS.

BAYKHO: OcHoBanueM mJisi MPOBEJICHHUS HEWHBA3UBHOTO MNPEHATAJIBLHOIO
TecTupoBaHus (omnpezaeneHus BHekieTtounod JIHK mioma mo kpoBu Marepu) 3a
cuet cpeacts OMC sBnsercss Hanumuue AerctByromero noauca OMC. Ha pyku
MalMeHTKe HeOOXOIUMO BBIIATh HAMpaBJICHUE YCTAaHOBJICHHOTO oOpasua (dhopma
057/y, yrBepxnaennas I[lpukazom MunucrepcTBa 3apaBooxpaHenus Poccuiickoit
@enepaunn ot 02.09.2025 Ne519). Ilepen Bblmauell HampaBiieHUs Ha
HEMHBA3UMBHOE MpeHaTalbHOE TecTupoBaHue (ompenenenue BHekinerouHou J[HK
J0Jia MO0 KPOBH MaTepu) HEOOXOIMMO YOEIUTHCS, YTO CPOK JEHCTBUS MOJMCA
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OMC nanMeHTKH COCTaBJSIET €Ille HE MeHee | Mecsiua Ha MOMEHT BbIJAYU
HaIpaBJICHUS.

Ilpumeuanue: ons nayuewmox, He umerowux noauc OMC (8 m.u.
goennocayxcawux, compyonukos YOPCUH, nonuyuu, Poceeapouu u np.)
nposedeHue HeUHBA3UBHO20 NPEHAMANIbHO20 MeCmMUpo8anus (onpeoeneHus
séneknemourou /[HK nnoda no xpoeu mamepu) ocywecmensiemcs 8 pamkax
0020680pHbIX OMHOWEHUN ¢ op2anuzayuel Vcnoanumenem.
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IIpuaoxenne 10

IamaATKa I aKyIEPOB-TUHEKOJIOT0B /IJIsl KOHCYJIbTUPOBAHMS MAIIUEHTOB
nepeja NpoBeieHUEM HEMHBA3UBHOTO MPEHATAJILHOTO0 TECTUPOBAHMS
(onpenesiennsi BHekyaeTouHOM JTHK miioaa nmo kpoBu Mmarepm)

Pexomenoyemviii obpazey KoHcy1bmuposaHus NayueHmox
I[JISI MAMUEHTOK I'PyNlIbl BLICOKOI'O pPUCKa 110 XpOMOCOMHOﬁ AaHOMAJINU,
HACTPOCHHLIX HA NPOBEACHUEC HEMHBA3UBHOI'0 ITPEHATAJBHOTO0 CKPHHMHT A

VBaxaemas nmanuenTkal

[To pesynbratam npoBegeHHOro Bam npeHaranbHoro ckpuHuHra | tpumectpa
PHUCK JUIs IUIOAA MO XPOMOCOMHOM aHOMajuu (TPUCOMHUHU 1O XpoMocomam 21,
18, 13) - BBICOKHIi. DTO SBJIIETCS TOKa3aHWEM K WHBA3WBHOW TMpeHATAIbHOM
nuarnoctuke (MII). Toapko 3TOT METOJ MOXET MOATBEPAUTH WU HCKIIOUYUTH
XPOMOCOMHYI0 aHOMAJIMIO y IUIOJIAa C MAKCUMaJIbHOW TOYHOCTBHIO. OpHako y Bac
€CTb BO3MOXHOCTb IIPOMTM HEHWHBAa3sMBHOE IIPEHATAJIbHOE TECTUPOBAHUE
(ompenenenue BHeknerouHor JIHK mmonma mo kpoBu Martepu), KOTOPBIA Takke
SBJIIETCSI CKPUHUHTOBBIM  METOJOM, OJIHAKO o0OyiajjaeT ©Oojee  BBICOKOM
YyBCTBUTEJIBHOCTBIO W OCHOBaH Ha wucciaenoanun JHK  miogHoro
IIPOUCXOKIEHHUSI, OCTYNAIOIIEN B MATEPUHCKANA KPOBOTOK.

[To pe3ynbTaTy HEMHBA3MBHOTO MPEHATAIBHOTO TECTUPOBAHUS (OTpeaeICHUS
BHekJeTouHo JJHK muiona mo xpoBuM Marepu) pUCK XPOMOCOMHON aHOMAalIUH Y
J10/1a MOXKET OBITh BHICOKUM WJIM HU3KUM. Eciu 1mo pe3ynbTaTaM HEMHBA3UBHOIO
peHaTaJbHOrO TecTupoBaHus (ompeaenenus BHekdeTtounod JHK moma mo
KPOBHM MaTepH) OTMEYAETCs BBICOKUN PUCK XPOMOCOMHOM aHOMAJWH, TO MOYTH B
90% ciyuaeB naTtoJsiorusi noATBepxkAacTcs nocue nposeaenus UIT/I.

HewnHBa3zuBHOE mNpeHaTadbHOE TECTHUPOBAaHUE (OMpECTICeHNEe BHEKJICTOYHOU
JJHK mnnoma mo KpoBM Marepu) HE SBISETCS albTepHATUBOM WMHBA3UBHOU
NPEHATAIBHOW JUarHocTtuke, nokaszanusa kK HWIIJ[ y Bac coxpansrorca naxe B
CJIy4yae HU3KOI'0 PUCKA IO JAHHBIM HEMHBA3UBHOIO NMPEHATAJIBHOIO TECTUPOBAHUS
(onpenenenust BHekierouHodl JIHK mnoma mo kpoBu marepu). Kpome Toro,
HU3KHUM puck no cunapomam [layHa, DaBapjaca u [laray He HCKITIOUAeT POXKIACHUS
pebeHka ¢ apyrumu, Oojee peaKUMU XPOMOCOMHBIMHU MAaTOJIOTHSIMH, a TaKKe C
T€HHBIMU 3a00JIEBaHUSIMU.

Bormpoc o Heo6xonumoctu nposenenus NI/ 6yaer moBTopHO 006CyX)aaThCs
¢ Bamu Bpauamu akymepoM-THHEKOJIOTOM U BPa4OM-T€HETUKOM.

B  HeKoTOpeIX Ciy4asXx pe3yibTaT HEWHBA3WMBHOTO IPEHATAILHOTO
TectupoBaHus (ompeneneHus BHekierounod JIHK mmoma mo kpoBu matepwm)
MOKET ObITh HEBAJTUIHBIM, TO €CTh JIJAOOPATOPHS HE MOXKET €r0 HHTEPIPETUPOBATH
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u3-3a Hu3koro ypoBHs JIHK mioaa B xpoBu Oepemennoit (Mmenee 3,5-4%) wnu mno
JPYTUM NPUYUHAM.
Iopsinok opopmiieHUsT MeIMIMHCKON TOKYMEHTAIIMU

OdopmitsieTcs 3akiII0UeHHUE Bpaya Ha MpUeMe, COTJIACHO KOTOPOMY:

- OepeMeHHO# mpenocTaBieHa TNoJiHAag HHQOpPMAIKMSg O BBHICOKOM PHUCKE
XPOMOCOMHOW aHOMAJIUH y Tutoa (TprucoMun o xpomocome 21/13/18) mo utoram
npeHaTaJIbHOrO CcKpuHuMHra B 11-13,6 Hegenb, BBHIY 4Yero MpemAJIOKEHO
MPOBEICHUE WHBAa3UBHOM IpeHaTaIbHON JTUArHOCTUKH. Odopmiten
nH(pOpMHUPOBaHHBIN 0TKa3 OT npoBeaeHus WUIT/;

- MalMEHTKa W3bSBWJIA HACTOMYMBOE >KEJIAHUE IPOUTH HEWHBA3HBHBIN
MpeHaTalbHbIA CKPUHUHT;

- ¢ TAUHUEHTKOM TOAPOOHO OOCYXJAEHb OCOOCHHOCTH HEWHBA3UBHOTO
npeHaTabHOTO TecTupoBaHus (ompeaenenus BHekieTtounodt J[HK moma mo
KPOBU MaTepu), MOPSAJIOK €ro IMPOBEJCHUS, OTPAaHUYCHHS] METO/a, BO3MOXKHbBIE
pe3yibTaThl MU PUCKM C HUM cBsizaHHble. [lanmenTka wHGOPMHUpPOBAaHA, YTO
IPOBEICHHE HEWHBA3MBHOIO IPEHATAIBHOIO TECTUPOBAHUS  (OHpEeaeiIeHUs
BHekieroyHoi JIHK mioga mo KpoBM MaTepu) HE SBIAETCS albTEPHATUBOU
WHBA3UBHON MpeHATalIbHON [IMArHOCTUKE. BHE 3aBUCUMOCTH OT PE3YJIbTaTOB
HEWHBA3WBHOT'O MPEHATAJIBLHOTO TeCTUpOoBaHus (onpenenenus BHeknerouHou JJHK
IJ10/1a MO0 KPOBU MaTepHy) MOKa3aHUs Uil IPOBEACHHSI MHBA3UBHOW NIPEHATAIBHON
JIMarHOCTUKHU COXPaHSIOTCS;

- odopmiieHO MH(POPMHUPOBAHHOE TOOPOBOJLHOE COTJIacHMe MAIMeHTKU Ha
MPOBEJCHUE HEMHBA3UBHOIO MPEHATAIBHOTO TECTUPOBAHUS  (ONMpeAeIeHUs
BHekJeTouHo JJHK miona no kpoBu matepn);

- naiueHTKa NpouH(OPMHUPOBAHA O HEOOXOJUMOCTH CAaThb KPOBb Ha
IIPOBEICHHE HEWHBA3WBHOIO MPEHATAIBHOIO TECTUPOBAaHUS  (ompeneseHus
BHekieroyHou JIHK miona mo kpoBu matepu) B TedeHue 48-72 4acoB ¢ MOMEHTA
MOJYYEHHs] HaIpaBlICHWs] Ha WHCCleAoBaHUWEe, HO He mno3aHee 17,0 Henenb
OepeMEHHOCTH;

- Ha3Haue€Ha [IOBTOpHAs KOHCYJbTallMsi Bpaya-r€HEeTHKa M aKylepa-
TMHEKOJIOTa 10 Pe3yJibTaTaM UCCIEAOBaHUS.

BAYKHO: OcHoBanveM [ji1 TPOBEACHUS HEUHBA3UBHOI'O MPEHATAIbHOIO
TecTupoBanus (onpeneneHus BHekineTouHo JIHK mioma mo xpoBu martepu) 3a
cuet cpeacts OMC sBnsercss Hanumuue AerctByromero noiauca OMC. Ha pyku
MalMeHTKe HeOOXOIUMO BBIIATh HAMPABJICHUE YCTAaHOBJICHHOrO oOpasma (dhopma
057/y, yrBepxnenHas Ilpukazom MunucrepcTBa 3apaBooxpaHeHus Poccuiickoit
@eneparun - ot 02.09.2025 Ne519). Ilepen Bblgaueil HampaBieHUsT Ha
HEMHBA3UBHOE IpEHaTalbHOE TecTUpoBaHHE (ompeneneHue BHekneroyHo J[HK
I10Jia MO0 KPOBU MaTepH) HEOOXOAUMO YOEIUThCS, UYTO CPOK JEHCTBUS MOJMCA
OMC nanMeHTKH COCTaBJSIET €Ille HEe MeHee | Mecsina Ha MOMEHT BbIJAYu
HaIpaBJICHUS.
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