MUHUCTEPCTBO 3IPABOOXPAHEHUSA
KAMYATCKOTI'O KPAA

ITPUKA3

22.05.2026  Ne 9-H

r. [lerponaBnopck-KamuaTckuit

OO0 opranusanum NpoBeJeHNsI HCHHBA3UBHOIO NPEHATAJIBLHOI0 TECTHPOBAHUA
B paMKax 0a30BOM IPOrpaMMbl 0083aTe€JIbHOTO MEIUIMHCKOI0 CTPAXOBAHUS B
Kamuarckom kpae

B cootBerctBuu ¢ nmoctaHoBieHueM [lpaBurenscrBa Poccuiickoit @enepaiun ot 29
nekabps 2025 roma Ne 2188 «O IIporpamme rocyJapcTBCHHBIX rapaHTH OeCIIaTHOTO
OKa3aHMs IpakJlaHaM MEJIUIMHCKOM roMoly Ha 2026 roj u 11aHoBbli nieproj 2027
n 2028 romoB» (rnapa V), npukazom MunucrepcTsa 3apaBooxpancaus Poccuiickoi
®deaeparuu ot 19 mekabps 2025 roga Ne 7471 «O Ilopsake okazaHUS MCIUITUHCKOM
MOMOIK MO TPOPHII0 «aKyMepCcTBO MW THHEKOJOTHA», METOJUYECKUMU
PEKOMEHJAUUAMHI O TMPOBEJECHUID HEUHBA3UBHOI'O MNPEHATAIbHOIO TECTUPOBAHUS
(onpenenenus Buekinerounod JJHK mnoga mo kpoBu MaTepu), HampaBlIeHHBIMU
nucbMoM MuHHCTEpCTBa 3apaBooxpanenus Poccuiickoit ®enepanuu ot 27 depass
2026 rona Ne 15-4/4/2-3365 B uensx yiay4lleHUs] paHHEH THarHOCTUKHA XPOMOCOMHBIX
U HaCJIEJACTBEHHBIX 3a00JieBaHUN y peOeHKA, CHIKEHUS U TIPEJOTBPAIICHHUS CITyUYacB
[IEpUHATAJILHON U MIIAJICHYECKON CMEPTHOCTH MO NIPUUYNHE XPOMOCOMHBIX aHOMAJIUN
U BPOXKJIEHHBIX TOPOKOB PAa3BUTHSI, CHUYKEHUS HHBATMIU3AIINM y JieTeit B KamuaTckom
Kpae

IIPKA3BIBAIO:

1. YTBepauTh:

1)  MepompusiTUs O  OpraHuU3alMh  NPOBEJAEHUS  HEHMHBAa3UBHOIO
IpeHaTanbHoro TectupoBanus (onpeaenenus BHekinerounod JIHK miona mo kposu
Matepr) B KamMmuaTckom kpae coriiacHo npuinoskeHuto Ne 1, Kk HacTos1eMy MpUKasy;

2)  MapuUIpyTH3alMI0 TAlUEeHTOB W  PEriIaMeHT  HampaBleHHsS  Ha
HEVHBA3UBHOE TpeHaTaIbHOE TecTUpoBaHUe (ompeneneHus BHekneTouHoid JIHK
IJ10/1a TIO0 KPOBH MAaTEPH) COTJIACHO MPUIOKEeHUIO Ne 2, K HACTOSIIEMY ITPUKa3y;
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3) cxemMy = KOHTHHICHTHOH  MOJEIM  BHEJAPEHUS  HEUHBAa3UMBHOIO
MIPEHATaJbHOr0 TecTUpoBaHus (ompeaeneHus BHekinerounol JIHK miona mo kpou
MaTepH) COTJIACHO MPUII0oKeHUI0 Ne 3, K HacTodlleMy NMpUKasy;

4)  uadOpMHpPOBAHHOE  COTJIACHE HA  OCYIICCTBICHWE  00pabOTKH
[EPCOHATBHBIX JAaHHBIX MO (opme cormacHo mpuioxkeHutro Ne 4, kK Hacrosuemy
IPUKA3Y;

5)  uHdopmupoBaHHOE  JOOpPOBOJIBHOE  COIJIACHE€  Ha  MPOBEACHHE
HEWHBA3UBHOI'O MPEHATAIBHOTO TecTHpoBaHUA (ompezaeneHust BHexnerouHo JIHK
IUI0/Ia IO KPOBH MaTepu) mo ¢GopMe coriacHo npuiokeHuto Ne 5, Kk Hacrosiiemy
pUKa3y;

6)  OTKa3 OT IPOBEACHUS HECHHBA3HUBHOIO IPEHATAIIBHOIO TECTUPOBAHUS
(omnpenencuus BHekierounol JHK mroga mo xpoBu marepw) mo ¢opme coriacHo
IPUWIOKEHUIO Ne 6, K HACTOsIEMY [IPUKA3Y;

7)  aKT npuemMa-repeaadn o0pas3oB KPOBU Il IPOBEICHNS HEMHBA3UBHOTO
MIPEHATaJbHOro TecTUpoBaHus (ompeaenenus BHekinerounod JIHK miona mo kpou
MaTepH) 1Mo (HopMe COTIIACHO MPHUIIOKEHHIO Ne 7, K HACTOSsIIeMY TTPUKa3Yy;

8)  nabopaTopHOE 3aKIIOYEHHE MPOBEASCHUS HEMHBA3UBHOIO MPEHATATIBHOTO
TecTUpoBaHus (onpeaeneHus Buekierouno JIHK mona no kposu matepu) no ¢popme
COIIACHO MPUIIOKEHNIO No 8, K HACTOAIIEMY TTPUKA3Y;

9) mamaTKy s Bpaded-aKyIlepOoB-TMHEKOJOrOB, HEOOXOAUMYKO K
UCIIOJIB30BAHUIO TMPHU  KOHCYJIBTUPOBAHWUU  MALMEHTOB TMEped  MpPOBEIECHUEM
HEWHBA3UBHOTO MPEHATAIbHOTO TecTHpoBaHuA (omnpezenenus BHeknerouHo JIHK
IU10/1a IO KPOBHM MaTepH) coryiacHo mpuiioxeHuto Ne 9 k HacTosIeMy npukasy.

2. PykoBoauTensiM rocy1JapcCTBEHHBIX METUIIMHCKUX OpPTaHU3alIHii:

1)  opranuzoBaTh paboOTy IO MPOBEICHUIO HECHMHBA3MBHOTO MPEHATAIBHOTO
TecTupoBanus (onpenencHus BHekinerounor JJHK miona mo kpoBu marepm);,

2)  of0ecneynTh JUYHBIA KOHTPOJL 3a COONIIOJCHHEM YTBEP)KICHHON
MapuIpyTU3aldd [POBEJCHUS HEUMHBA3WBHOIO I[PEHATANbHOTO TECTUPOBAHHUS
(onpenenenus sueknerounoi JIHK mioga no kpoBu Matepu);

3)  oOecneunTh UH(GOPMUPOBAHKUE HACEJICHUSI 00 OpraHU3allMy MPOBEICHHUS
HEWHBA3UBHOI'O MPEHATAIBLHOTO TECTHpPOBaHUsA (omnpeaeneHus BHekinerouHoi JIHK
I10Ja o KpoBHU Matepu) B KaMuaTckoM Kpae.

3. KoHTpoab 32 UCTIOJIHEHHEM HACTOSIILIETO MPUKa3a BO3JIOKHUTH HA 3aMECTUTEIS
MUHHCTpA 37paBooxpaHeHns Kamuarckoro kpas Cepenko K.A.

5. [Ipukas BCTynaeT B CUITy CO JTHS €ro 0pUIIHATBEHOTO OMyOIMKOBAHUS.

(] JOKYMEHT ITIOJITHCAH h
3JIEKTPOHHOIT TTOJITHCBIO
MI/IHI/ICTp Cepruratr  4ACO7SALTFAOLGFF1F6244BCS468AEB4 A.B. HOXpI/IH
3HpaBOOXpaHeHHﬂ Biazezen Hoxpun Aderxecanap Baaanvmposm
HetictBrrener ¢ 12.02.2026 mo 08.05.2027

Kamuarckoro kpas \. J



[Tpunoxenue 1 k npukazy
MuHKuCcTEPCTBA 31PaBOOXPAHEHHUS

Kamuarckoro kpas
or 22.05.2026 Ne 9-H

MeponpusiTis 110 OPraHU3ANMM NPOBeAeHUSI HEMHBA3MBHOI'0 NMPEHATAJILHOTO
TecTUpoBaHus (onpeaeenus BHekJgaeTouHoii HK miona mo kposu Mmatepu) B
Kamuyarckom kpae

1. Meponpusatuss 10 OpraHU3alMM  IPOBEACHUS  HEUHBA3UBHOIO
IpeHaTaIbHOIO TecTHpoBaHus (onpenenenre BHeknerouHod JIHK mioma mo kposu
matepH) (nanee — HUIIT) B Kamuarckom kpae (nanee — MeponpusiTus) peryaupyror
nposencHue HUIIT B pamkax 6a3oBoil mporpaMMbl 0053aTETbHOTO MEIUITUHCKOTO

ctpaxoBanusa (naiee — OMC), onpeaensioT MOPpSAAOK o0TOoOpa MAUCHTOB M
Hanpasienust Ha HUIIT, opopmiiennst MeAuInHCKO# JOKYMCHTALIAH.
2. HHUIIT — BBICOKOTOYHBIM CKPUHHMHIOBBIM METOJ IPEHATAJIbHOU

JUATHOCTUKU ISl OLIEHKH PHCKAa XPOMOCOMHBIX aHOMAJIU, OCHOBAHHbIN Ha aHAIU3€
BHekierouHoi JIHK B kpoBu OepeMeHHO )KeHIITUHEL.

3. IIposenenne HUIIT B pamkax 6azoBoit nporpammbel OMC ocyiiecTBaseTcs
KEHIIMHAM B Nepuoj OepeMeHHOcTH B cpoku 11 — 16 Hegenb OepemMeHHOCTH
(3aCTpaxOBaHHbIM JIMI[AM MO O0SA3aTeIbHOMY MEAMIMHCKOMY CTPaxOBaHUIO
B Poccuiickoit @enepannn) amO0yJI1aTOPHO B paMKaxX NEPBUYHOM ClIeIIUATU3UPOBAHHOM
MEIUKO-CAaHUTAPHOMN TTOMOIIIH.

4. Tlposenenuto HUIIT B pamkax 6azoBoit mporpammbel OMC nopanmexat
OepeMeHHbIE  SKGHIIMHBI W3  rpynm  cpexnero  (1:101  —  1:1000)
1 Beicokoro (1:100 u BhIiIe) pucKa (32 UCKIIOUCHUEM CIIY4acB BRISIBICHUS MPU3HAKOB
IIOPOKa Pa3BUTHS TUIOA) 110 PE3yJIbTaTaM MMPEHATAIBHOTO cKpuHUHTA | TprMecTpa.

HUIIT MoxeT ObITh IPOBEICH, B TOM YHCJIS, IPH MHOTOILJIOTHOM O€pEMCHHOCTH
(He 6osee ABYX IUIOJOB).

5. IIpotuBonokasanus miist npumenenuss HUIIT:

1) cpok 6epemennocTu MeHee 11 Henenb;

2) MHOTOIUIOIHAs OepeMEHHOCTh (0oJiee ABYX IJI0JIOB), B TOM YMCJE CUHIPOM
«UCYUE3aI0IIero OJIM3Hea» UK 3amepiiias 0epeMEeHHOCTb;

3) HaJIM4KMe OHKOJOTUYECKOTO 3a00neBaHusl y OepeMEHHOM KEHILUHBI;

4) HegaBHHE MEIUIIMHCKHE BMEIIATENbCTBA Y OEPEeMEHHON KEHIIUHBI
(nepenuBaHue KPOBH, TPAHCIUIAHTAIMS OPTAHOB);

5) HamuuWe TMOKa3aHWUW K WHBA3WBHOM MpCHATATBbHOW JUArHOCTUKE
[IpY OTCYTCTBUU NIPOTUBOIIOKA3aHUN K HEW;

6) HaIUYUE CTPYKTYPHBIX aHOMalIHM (IIOPOKOB pa3BUTHS) ILIOAA MO JAHHBIM
YJIbTPa3BYKOBOI'O UCCIICIOBAHHMS IUI0J1a B pAMKaX [IPEHATAIBHOI'O CKPUHUHIA;

7) OTATOILCHHBIM aHAMHE3 MO T'€HETUYECKH JIETCPMHHUPOBAHHON MATONOTHUU
(YCTaHOBJIIEHHOE HOCUTEIBCTBO XPOMOCOMHBIX aHOMAIUI UK HOCUTENIBCTBO MYTallUi
MOHOTE€HHOT0 3a00j1¢Banus y OepeMEHHOM H/WIH €€ Cynpyra).

6. Orpannuenus npumenennss HUILIT:
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1) Meroj He npejlHa3HAYEH JIsl BbISIBJIEHUS COAJIaHCHPOBAHHBIX CTPYKTYPHBIX
aHOMAJIMH XpPOMOCOM, TOJMUIUIOWINHA, MOHOTCHHBIX W JPYIMX TI'€HETHYECKUX
3aboneBaHUH TUIO/1a, HE CBSI3AHHBIX C AaHCYTUIOUTUSAMH,

2) He PEeKOMEHAYETCS UCHOJb30BAaTh [ BBIABICHUS XPOMOCOMHBIX
MUKPOJICTCHUM/MUKPOAYIUIMKALMI  (Hampumep, cuuapoma neneuun 22ql1.2 —
cungpoma Jlu JIKOpIKU) B CBA3U € HEOCTATOUHOW BAIUANPOBAHHOCTHIO;

3) wucclenoBaHUE He TNPEAHA3HAUYEHO MJil CKPUHHMHTA HOCHUTEIhCTBA
ayTOCOMHO-PEIECCUBHBIX MYTalMH Y OepEMEHHOM JKEHIIMHbI:

4) nprMeHEHUE METO1a OTPAaHUYEHO Ha Cpoke OepeMeHHOCTU MeHee 10 Henenb;

5) B psae ciay4yacB Ha TPOBCJICHUC UCCICAOBAHUST MOKET BIUATH HAIIMUUC
B MarepuHckoM kpopotoke JIHK 3amepriiero mmoaa (CUHAPOM «HUCUE3AIOIICTO
OJIM3HEIIAY );

6) pe3yibTaThl HUCCICAOBAHUS MOTYT 3aBHCCTh OT HAIMYUAA Y OCpPEMCHHOU
KCHIIMHBI OITYXO0JICBOT'O 3a00JICBAHUS, B TOM YHCJIC JJOOPOKAYECTBCHHOTO;

7) TpOBEACHUE WCCIEIOBAHUS OIPAHUYEHO IMIPU HMHJAEKCE MAacChl Tena
OepeMennoii xeHuHbl 60iee 30 Kr/m?;

8) mpoBeneHUE HCCIECNOBAHUS MOTYT 3aTPYAHSIThH OCOOEHHOCTHM KapHUOTHUIIA
Matepu (Hampumep, Haauuue kapuotruna 47,XXX), MO3aullu3M B COMATHYECKUX
KJIeTKax y IJIoJa, B IJIALIGHTE WKW Y Marepu (Hampumep, MO3audHbI BapHaHT
Kapuotuna 45,X);

9) npoBeneHUEe UCCIETOBAHUS OTPAHUYEHO TOCHE TepeluBaHus aJlIOTe€HHOU
KpOBH, TCpallMU aJJIOTCHHBIMU KJICTKaMH, TPAHCIUIAHTAIIUM OPraHOB WJIM KOCTHOTO
MO3ra.

7. OcHoBanueMm nia mposencHuss HUIIT 3a cuer cpeacts OMC sBisieTcs
HaJIM4uue jiercTpytomero noixuca OMC.

Ha pyku mnanmueHTKE HEOOXOAMMO BBIJATh HANPABICHUC YCTAHOBJICHHOTO
obpasua (popma 057/y, yrBepxkaeHHasS pUKa3oM MUHHUCTEPCTBA 3PABOOXPAHEHUS
Poccuiickoii ®enepanun ot 02 centsOps 2025 roma Ne 5190 «OO6 yTBepKIACHUU
yaeTHOl (popmbl «Hampasinenue ayisa okazaHus MEIUITUHCKOW MOMOIIM M TOPSIKA
€€ BEJICHUS).

JIns nauueHTok, He uMmeromux noauc OMC (B TOM umuclie BOGHHOCTYKaIKX,
corpyaaukoB YOCHUH, mnomuumu, PocrBapamu u mnpouee) nposeaeHue HUIIT
OCYLLUECTBJISIETCS B PAMKAaX JOTOBOPHBIX OTHOIIEHHWH C OpraHU3alued, MPOBOIAAIICH
uccneporanue HUIIT (nanee — opranuzanus UcnoaHuTens).

8. OcHoBHbIe ycnoBud npuMmeHenns HAIIT:

1) Hanuuue y opranm3anuu VICHIONHHTENS JUIEH3UHU, PEAYyCMAaTPHUBAOIICH
BBIITOJTHEHUE paboT (yCiIyT) 110 J1abopaTOPHOM T'eHECTHKE;

2) 10OPOBOJIBLHOCTD ITPOBEICHHS UCCIICAOBAHNS,

3) wnamuume wHOpMuUpOBaHHOTO mM00poBoNBbHOTO cornacus Ha HUIIT,
MOAITUCAHHOTO B XO€ MPEATECTOBOTO KOHCYJIbTUPOBAHUS;

4) Hanu4ne pe3yabTaTOB YJbTPa3BYKOBOIO HCCIEAOBAHUA MJI0Ja C JAHHBIMHU
00 aKyIlIepCKOM TeCTallMOHHOM CpOKE, MOATBEPKACHUU KU3HECHOCOOHOCTH IIOAA
(Hanuure  cepAueOueHus), YTOYHEHHMHM KOJWUYECTBa IUJI0J0B  (OJHOILIOAHOM
OepeMEHHOCTH WIH OEPEMEHHOCTH JBOMHEN ), XOPUAJILHOCTH B Cllydyae OEpeMEHHOCTH
JIBOMHEH.
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9. llepen wuccienoBaHHMEM IMALIMEHTKA JOJDKHA OBITH IPOMH(POPMHUpPOBAHA
0 TOM, YTO:

1) HUIIT He 3aMeHseT TMAarHOCTHYECKUE UWHBA3WBHBIE TECTHI;

2) B clydae YCTaHOBJICHHSI BBICOKOI'O PHCKA XPOMOCOMHBIX HapyLI€HUH
¢ nomoumbto HHIIT HeoOXoaMMO mNpoBeAEeHHWE HWHBA3HMBHOM MpeHATalbHOU
JUArHOCTHKH;

3) HUIIT HE NpeIHa3HA4YeH TS BBISIBJICHUS
MUKPOAEJICLUI/MUKPOAYIUIMKAIUKA, MO3auliu3Ma, MOJUIUIONINH, CTPYKTYPHBIX
aHOM@JIMH XpPOMOCOM, MOHOTEHHBIX U JPYT'HMX TE€HETHYECKHX 3a00JIeBaHUM,
HE CBS3aHHBIX C AHEYIUIOUIUSIMH;

4) pyu HanuuUMM B CEMBE paHEE BBIABICHHBIX CIIy4acB HACICICTBEHHON
[ATOJIOTMM MOKET [OTpeOOBaThCi HA3HAYCHUE UWHBIX BUJIOB HCCIICIOBAHUN
WIM IIPOBEJCHUE WHBA3UBHOM IPEHATAIBHON IHArHOCTHKU C LEJIbI0 HCKIIOUYCHUS
KOHKPETHBIX 3a00J1eBaHuU; B TOM ciayyae CeMbe HE00X0I1MMO
IIPOKOHCYJIbTUPOBATHCA C BpPA4OM-TE€HETUKOM;

S) HUIIT noapa3ymeBaeT TOJBKO MCCIEIOBAHME HA HAJWYUE AHEYTUIOUIUN
no 13, 18 m 21 xpomocomawm;

6) orcyrcTBUe y monaa HapyweHud no gaHHeiM HUIIT He rapantupyer
OTCYTCTBHE AHEYIUIOMIUN KaK IO UCCIEAOBAHHBIM, TAK H MO APYIMM XPOMOCOMAM.
HaunGonbmias TOYHOCTh HMCCAEAOBaHUS JAOCTUTAETCS MPH BBISIBICHUH aHEYTUTOWIMMA
21-i w181 XpomMocoMm, TOorga Kak TOYHOCTb BBISBIEHHS TPHUCOMHHU
o xpoMmocome 13 — Huxe;

7) ipu nonyueHUU HeBanuAHbIX pesynbraToB HUIIT (Hanpumep, npu HU3KOM
noine BHekieTogHoi [JHK mnona B KpoBH MaTepH) yCTAaHOBJIECHUE PUCKA XPOMOCOMHOM
[IATOJIOTMM MOXKET OKAa3aTbCsi HEBO3MOXXHBIM; B JTOM Cllydae HeoO0Xxoauma
KOHCYJIbTALlMsl Bpa4a-reHETHKAa W IIPOBCACHHC KOHCWIMYMa BpadecH JUIA PCLICHHUS
BOMpOCa O 1eIecoo0pa3HOCTH MPOBEACHHS MOBTOPHOTO HCCIEAOBAHUA WM
[IPOBEJCHNS MHBA3UBHOMW ITPEHATAIIBHON TUATHOCTHUKH.

10. ITopsinok odopmiaeHus MEAUIIMHCKON TOKYMEHTAIIUU:

1) nns mauMeHTOK TpyHNbl BBICOKOIO PHCKA MO XPOMOCOMHONH aHOMAaJluH,
UMECIOIIMX IPOTHUBOINOKA3aHHUS K HWHBA3MBHOM TNPEHATAIBHOM  JHMAarHOCTHKE
oopMIIsieTCs MPOTOKOI KOHCHIIMYMa Bpayel, COrIACHO KOTOPOMY:

- OepeMEeHHOH JKEHIIMHE MpeaocTaBieHa MoyiHas MHGoOpMals O BBICOKOM
PUCKE XPOMOCOMHOH aHOManuu y Iuioga (TpucoMuu mo xpomocome 21/13/18)
10 UTOTaM MPEHATAIBHOTO CKpUHUHTA | TpUMecTpa;

- BBIABIICHBI IIPOTHBOIIOKA3aHHs K WHBAa3UBHOM IIPEHATAJIbHOW JUArHOCTHKE
B Bue (yKa3aTh Kakue [IPOTUBOIIOKA3aHUs ), BBHJY YEr0 PEKOMEH/IOBAHO IIPOBEICHHE
HEUHBA3MBHOI'O [IPEHATAIIBHOIO CKPHUHUHIA;

- IanHUeHTKa oApoOHOo o3HakomileHa ¢ ocobeHHocTssMu HUIIT, nopsakom ero
[IPOBEJCHUSA, OIPAHUYECHUEM METOAA, BO3MOXHBIMU DPE3YyJIbTaTaMU M JaJbHEUILIEH
TaKTHKOMU;

- [OoJy4eHo HWH(OpMUPOBaHHOE JOOPOBOJBHOE COIVIACHE MALUEHTKU
Ha TMPOBEACHHE HEMHBA3UBHOIO MPEHATAIBHOIO TECTUPOBaHHSA (OMNpeneaeHus
BHekseTouHou JIHK mnona no kpoBu matepn);

-  TDaUUMeHTKa TNpPOMH()OPMHUPOBaHA O HEOOXOJMMOCTH CIaTh  KpPOBb
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Ha HUIIT B Tteuenne 48 — 72 4YacoB C MOMEHTa I[IOJYYEHHUS HAallpaBJICHUS
Ha HCClIeI0BaHNe, HO He mo3aHee 17 Henens 0 mHel 6epeMeHHOCTH;

- 3aIIaHUpPOBaHA MOBTOPHAs KOHCYJIbTAlLlUSI Bpaya-r€HETHKA M0 Pe3yJbTaTram
UCCTIEIOBAHNS;

2) nnsg MalMeHTOK TPYNIbl CPEeIHEro pucKa MO XPOMOCOMHON aHOMaauu
oopMIIsieTCs 3aMUCh B MEAULIMHCKYIO JOKYMEHTALUIO:

- MalUeHTKa MNpouHOpMUpOBaHAa O BO3MOXHOCTH mnposeaeHus HUIIT
JOMOJIHUTEJILHO K TIPeHaTaIbHOMY CKpUHUHTY | TpumecTpa;

- TOJApPOOHO PAa3bSICHEHbI OCOOEHHOCTH METOJa, YCIOBUS IPOBEJACHUS,
OTPAHUUCHUS, BOBMOXHBIC HUCXO/Ibl U CBA3AHHBIC C MPOIICTYPOH PUCKH;

- noaydeHo HH(pOpMUPOBaHHOEC JOOPOBOJIBHOEC COIVIACHE  MMAIMCHTKU
WJIA [IPEJCTABIISIIONIETO MAMEHTKY JiMua Ha rnposenenue HUIIT;

- IamucHTKa HpoMHOOPMHUPOBAaHA O HEOOXOJMMOCTH CJIaTh  KpPOBb
Ha npoBeaenue HUIIT B Teuenune 48 — 72 yacoB ¢ MOMEHTA MOIYUYEHHS HANTPABJICHUS
Ha HCcCleIoBaHne, HO He 1o3aHee 17 Henens 0 nHel 6epeMeHHOCTH;

- MJIAHUPYETCS MOBTOPHASI KOHCYJIbTAllMsl BPauOM-T'€HETUKOM MO PE3yJIbTaTam
UCCJIEIOBAHMSI;

3) Mg NMAUMEHTOK TPYNNbl BLICOKOIO PHUCKAa MO XPOMOCOMHON aHOMAaJIWH,
HacTpoeHHbIX Ha nposeaeHue HUIIT odopmnsieTcs 3akmrodeHue Bpada-reHETHKA
Ha IIpHEeMe, COTJIACHO KOTOPOMY:

- OepeMEeHHOH >EHIIMHE MpeaocTaBieHa MoJHas MHGOpMals O BBICOKOM
PUCKE XPOMOCOMHOH aHOManuu y IioAa (TpucoMuu mo xpomocome 21/13/18)
[0 WTOraM TPEHATATLHOTO CKpUHWHTA | TpumecTpa, BBUIY YETO MPEIT0NKCHO
IIPOBEJICHNE UHBA3UBHOM MIPEHATAIEHON TUAaTHOCTUKH;

- odopwiicH WHGOPMHUPOBAHHBI OTKAa3 OT [POBCIACHUS WHBA3UBHOM
[IPCHATAIIBHOW JIMarHOCTUKH;

- AMEeHTKA U3bABUIIA HacTOMYNBOE *kemanue npoutu HUIIT;

- ¢ manueHTKoW moxpodOHo o6cyxaeHsl ocodennoctu HUIIT, mopsaok ero
MIPOBEJIEHUSA, OrpaHUYEHUS] METOJa, BO3MOKHBIE PE3YJbTAThl U PUCKU C HHUM
CBSI3aHHbIE;

- nmaugueHTka uHpopmupoBaHa, uTo mnpoBenenne HUWIIT we sdaBisercs
aJbTEPHATUBOW WHBA3WBHOW TNPEHATAIBHOM JAMArHOCTHKE. BHeE 3aBucHMoOCTH
oT pesyapraroB HUIIT mnokaszanus 1y IpoBeNeHUs WHBA3MBHOW IIPEHATAILHOU
JIUArHOCTUKU COXPAHSAIOTCS,

- odopmicHO HUHOOPMUPOBAHHOC JTOOPOBOJBHOE COTJACHEC MAIMCHTKU
Ha [POBCJACHUEC HEWMHBA3UBHOTO IIPCHATAIBHOIO TECTUPOBAHUA (OIMpEICICHUS
BHeKIeTouHOM JIHK 111012 110 KpoBHM MaTepn);

-  IamueHTKa HpOoMHOOPMHUPOBAHA O HEOOXOJMMOCTH CJIaTh  KpPOBb
Ha npoBeaenue HUIIT B Teuenune 48 — 72 yacoB ¢ MOMEHTA MOIYUYEHHS HANTPABJICHUS
Ha HCcCleIoBaHne, HO He ro3aHee 17 Henens 0 nHel OepeMeHHOCTH;

- Ha3HayeHa MOBTOpPHAs KOHCYIbTAllMsi Bpaya-reHeTUKa MO pe3yJbTaram
UCCJIETOBAHMSL.



[TpunoxkeHue 2 K npuKazy
MuHKuCcTEPCTBA 31PaBOOXPAHEHHUS

Kamuarckoro kpas
or 22.05.2026 Ne 9-H

MapupyTu3anus NalMeHTOB U perjiaMeHT HANPABJIeHHs HA HEMHBAa3UBHOE
NnpeHaTajJbHoe TecTUpoBaHue (onpeaeneHus: BHekJeTouHo JIHK mioxa mo
KPOBH MaTepH)

1. [lpenaranbHas (IOpOJIOBas) NWAarHOCTHKA HAPYUIEHUH pa3BUTHUA peOEHKaA
MPOBOAUTCS B KaOMHETE AaHTEHATAJIbHOM OXpaHbl IJIoAa BCEM OEpPEMEHHBIM
YKEHIIMHAM, TTPOKUBaroIUM B KaMuaTckoMm kpae, oOpaTHUBIIMMCS 33 MEIUIIMHCKUM
Ha0I0/ICHUEM TI0 OEPEMEHHOCTH.

2. OllcHKa aHTCHATAJBHOTO Pa3BUTHUA IUIoJa (IIpeHATalIbHOrO (JIOPOIOBOTO)
CKpMHHHTA) IIpH cpokax OepemeHHocTH 11 Heaenp 0 gHedh — 13 Hemenb 6 JHEH
(1asiee — npeHaTanbHblil CKpUHUHT | TpumecTpa) u 18 Henens — 20 Henenp 6 JiHEH
(manee — mnpeHatanbHBIM ckpuHuUHT Il TpumecTpa) npoBoauTcs B KaOuHeTe
aHTEHATATBHOW OXPaHbI IO/, TAe HAOTIOIETCS KEHITUHA IO OEPEMEHHOCTH.

Ilo wroram pacyeTta MHAUBUAYAIBHOIO pHUCKA pOXJeHHS pebdeHka
C XPOMOCOMHBIMU AHOMAaNUSIMU OEPEMEHHBIE JKEHIIUHBI Pa3eNsioTCs Ha TPYMIIbI
pucKa:

1) rpymnma BBICOKOTO pUCKa POXKAEHUS peOECHKA C XPOMOCOMHBIMU aHOMATUSIMHU
1:100 u BoiLIE (Haniee — rpymna Beicokoro (1:100 u BeIlIe) pucka);

2) TpyImIma CpeTHETO PUCKA POXKJICHUS peOCHKA ¢ XPOMOCOMHBIMU aHOMAJTUSIMU
1:101 — 1:1000 (nanee — rpynna cpeanero (1:101 — 1:1000) pucka);

3) rpynna HH3KOTO pUCKa POXKACHUS peOCHKA ¢ XPOMOCOMHBIMU aHOMAJIUSAMHU
1:1001 n Hmxe (nanee — rpymnna Huskoro (1:1001 u Hmke) pucka).

3. Ilpu Hanu4uM 1OKa3aHU ISl IPOBEJICHUSI HEMHBA3UBHOI'O 1IPEHATAIILHOIO
TecTupoBanus (onpenenenus sHekiaerounoi JJHK nioma mo kpoBu matepu) (nanee —
HUIIT) (rpynna cpennero (1:101 — 1:1000) pucka) He mno3aHEE
48 4acoB C MOMEHTA MMOJIYYEHHUS PE3YIbTATOB MPEHATAIBHOTO CKpruHUHIa I TprimecTpa
OepeMennas KeHIIMHA BbI3bIBACTCS HA KOHCYIBTALMIO K Bpauy-aKyluIepy-ruHeKoIory
no Mecty HabmoaeHus. B cioydae ynaleHHOCTH (TIPOTSDKEHHOCTH) CYOBEKTa U
OTCYTCTBUSL ~ TPAHCHOPTHOW  JIOCTYMHOCTH  O€peMEHHass  MOXET  ObITh
IPOKOHCYNBTUPOBaHa nocpeactsom TMK.

Ha npueme Bpau akyuiep-ruHeKoJIOr:

paszbsICHSCT MAIUCHTKE pe3yIbTAThHI MPEHATAILHOTO CKpUHUHTA
I Tpumectpa;

IIPOBOJIMT MpEATECTOBOE KoHcynbTUpoBaHue 1o HUIIT B coorBeTcTBHU
C IAMSTKOW JIJIs1 KOHCYJIbTUPOBAHUS [1AIUEHTOB [I€PE]] [IPOBEICHUEM HEMHBA3UBHOIO
[IPEHATAJILHOrO TecTUpoBaHus (onpeaencHusi BHekineTrounoi JIHK miona no kposu
MaTepH) COTJIACHO MPUII0KeHU0 Ne 9;

MaIleHTKAa TOMUCHIBAeT HH(POPMHPOBAHHOE COTIIACHE HA OCYIIECTBICHUE
00paboTKH NEePCOHANBHBIX JAHHBIX MO (POpME COrIACHO MPUITOKEHUIO Ne 4;
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MH(POPMUPOBAHHOE JI0OPOBOJILHOE COIJIACHE HA IIPOBEICHUE HEHMHBA3UBHOI'O
MIPEHATaJbHOr0 TecTUpoBaHus (ompeaeneHus BHekinerounol JIHK miona mo kpou
MaTepH) 1Mo (GopMe COTIIACHO MPHUITOKEHHIO Ne 5;

dbopMupyeT W BbImaeT HampaBieHue mo ¢opme Ne 057/y, yTBepKIEeHHOMU
npuka3zoM Munucrtepcrsa 3apaBooxpanenus Pocculickoit @enepanun ot 02 ceHTsI0ps
2025 roga Ne 519 «O0 ytBepxaeHuu yueTHol ¢popmbl «HanpaBnenue nis okazaHus
MEJIMIIMHCKON MOMOUIN» U MOpsJIKa ee BeleHus» (nanee — popma 057/y).

Ilpn otkaze ot mnposeaeHus HMIIT mnanueHTka MOANKMCHIBAET OTKA3
OT TPOBEJECHUS HEUHBA3MBHOTO MPEHATAIBHOIO TECTHUPOBAHUA (OMpeneNeHus
BHekieTouno  JIHK nmoma mo  xpoBu  Marepu) 1o ¢opme  coryiacHo
pUoxKeHuUIo Ne 6.

4. B ciaydae ycraHOBJIeHMsI BbicOKoro pwucka (1:100 wu  Beime)
[0 pe3yJibTaTaM IIpeHAaTaAIbHOrO CcKpuHUHra I Tpumecrtpa B TeueHuu 48 4acos
OepeMeHHas KeHIIMHA HAIpaBJIsSeTCs Ha KOHCYJNbTAIMIO K Bpady-reHeTuky ['bBY3
«KamuaTckass kpaeBas neTCKas OONBHUIIA» NIl PEIICHUs BOMPOCa O MPOBEICHUU
VHBA3UBHON MPEHATAIBHON JUAaTHOCTHKH.

Ilo mnoka3zaHuAM MPOBOAMUTCS TOBTOPHOE CKPHHHHIOBOE YJIBTPA3BYKOBOE
uccienoBanue I TpuMecTpa U KOMIUIEKCHBIN pacyeT HHIWBUIYAIbHOIO PUCKA B LEIAX
NOATBEPKIAEHUS IPYIIbI BBICOKOTO PUCKA.

IIpn HaIMYUK TPOTUBONIOKA3AHUH JJIs IPOBEICHUSA NHBA3UBHOM NPEHATAIIBHON
JUArHOCTUKHU Ha MOMEHT oOpalieHus 1 (WIK) B ciydae OTKa3za OepeMEeHHOH KEeHIIUHBI
OT MPOBEACHUS MHBA3UBHOM NMpEeHATaNbHON JUArHOCTUKHU, MAIMEHTKA HANpPaBIIsSETCA
HE No3/aHee 48 4acoB ¢ MOMEHTA KOHCYJIBTAIlMHA Bpada-reHeTHKa Ha KOHCYJIBTAIIHIO K
Bpauy-aKylIepy-THHEKOJIIOTY TI0 MECTy HaOJIOJCHUs, TJ¢ e¥ MpoBOIUTCA
KOHCYJIbTUPOBAHHUE 110 BO3MOXHOCTSAM npoBeacHus HAIIT.

B cnyuae cornacus Ha npouenypy HMUIIT nauuenTtka noanuceiBaet
MH(GOPMUPOBAHHOE JOOPOBOJIBHOE COTJace Ha OCYUIECTBIEHHWE 00paboTKu
NEPCOHAIBHBIX JaHHBIX 1O (opMe cormacHo npuioxkeHuto Ne 4 u uHGOpMUPOBAHHOE
J00pOBOJNIBHOE — COrJlacie Ha  IPOBEJECHHUE HEMHBA3WBHOTO  MPEHATaIbHOTO
TecTupoBanus (onpeaenenue suekierounoi JJHK nnona no kposu marepu) no popme
COTJIacHO npwiIokeHnro Ne 5; B cilyyae O0TKa3za — MOANMCHIBAET OTKA3 OT MPOBEICHHUS
HEWHBA3UBHOTO MPEHATAILHOTO TeCcTHpoBaHUA (omnpezaeneHus BHekinerouHoil JIHK
1012 1O KPOBH MaTepH) o popMe cornacHo npuiioxeHuro Ne 6.

5. Bzstue kpoBu Ha HUIIT, ocymiectBasiercs B kaOWHETE aHTEHATAIbHOU
OXpaHbl MJI0JIa MCAUIIMHCKOM OpraHu3allid akyliepckoro npoduias BTOPOH WU
TpPEThCH IpyMNIbl (YPOBHS).

B3zsatue KPOBH Ha HUIIT, BKJIFOYas IIOBTOPHOE B3SITHC
IIpH HEOOXOJUMOCTH, IIPOBOAUTCS HE mo3aHee 48 — 72 4acoB ¢ MOMCHTa BBIIAYH
HampaBieHus Ha cpoke 10 17 venens () mHEH OEPEMEHHOCTH.

Bo3MoxkHO 1OBTOpHOE B3ATHE o0O0Opa3la KpOBHU B Ciydae MOJTYy4YECHUS
HEBAJIMIHOTO pe3yJibTaTa y OepeMEHHBIX KEHIIWH, OOPaTUBIIMXCS HAa MEPBUYHOE
UCCIeI0BaHKe Ha cpoke He Oomee 16 neaens 0 que.

B ciayyae HEOOXOUMOCTH MOBTOPHOI'O B3ATUSL KpOBH IS nmpoBeaeHuss HUIIT
CHEUUATUCThl HMHMOPMUPYIOT JI€Yalllero Bpaya MEAULMHCKONW OpraHu3aluH, B
KOTOPOH NPOBOIUTCS HAOJIIOACHHE 32 TEUEHHEM OepEMEHHOCTH.
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7. B cityyae oTkaza NalueHTKU OT 1IOBTOPHOI'O B3SITUSI KPOBU JUJIs1 IIPOBEACHUS
HHUIIT noanuceiBaeTcss OTKa3 OT MNPOBEACHUsS HEWHBA3WBHOIO IIPEHATAIBHOIO
TecTHpoBaHus (onpeaeneHus sueknerounoi JJHK mnoma no kxpoBu marepu) o hopme
COIIaCHO mpuioxkeHuto No 6.

8. BzsatMe  KpOBH  OCYIUECTBASETCS B  CHEUWAlbHbIE  MPOOWpPKU
co cradbunuzatopoM BHekieTtouHo JIHK, oOecneuuBaronie cTaOWibHOCTD
BHekjeTouHOM JIHK B Teuenue He MeHee 72 4acoB.

[Ipobupku 15151 NpoBeNeHUS HEWHBA3UBHOTO MPEHATAIBLHOIO TECTUPOBAHUS
(ompenenenus BHekJerouHod JIHK mona mo kpoBu MaTepu) 3aKymaroTcs
neHTpanuzoBaHo I'bY3 «KamuaTckuil KpaeBoil pONMIIBHBINA 1OM» U PaCIPEAEIISIIOTCS
10 YUPEKIAEHUAM I10 3aIIpOCy.

XpaHeHue W TPaHCHOPTUPOBKA  OWOMarepuanga  OCYIICCTBIIAIOTCS
B COOTBETCTBHH C PCKOMCHIAIMAMHU MPOU3BOJUTEICH (IIPU TEMIICpaType HC BBIIIC
24°C, 3aMOpakMBaHUE HE JOMYCKAETCA).

[IpoOupku AOMKHBI OBITH TPOMApPKUPOBAaHBI 10 B3ATHA Marepuama. Ha
MapKHPOBKE JIOJIKHBI OBITH YKa3aHbI: UACHTUDUKATOD cyObekTa
U MEIUIMHCKON OpraHu3alun, OCYIUECTBUBILIETO B3ATHE KPOBH; (aMHIIMs, HUMS,
OTYECTBO MAIMEHTA; 1aTa €ro POXKICHHUS; JaTa B3SATUS KPOBH.

9. TpancnoptupoBka OHOMaTepHaia OCYIIECCTBISETCA IEHTPATU30BAHHO U3
I'bY3 «KamuaTckuil KpaeBOW pOAWIBHBIM AOM» B OPraHU3ALUI0, MPOBOJSILYIO
uccinenopanne HUIIT, yTeepxkaeHnyrw npukazom Munszapasa P ot 16.03.2026 Ne
1871 «OO6 yTBEpXKJIEHUM MEPEUHS MEIUIIMHCKUX OpraHu3aliui, MmojBeIOMCTBEHHBIX
dbenepalbHBIM OpraHaM HCTIOJHUTCIIBHOM BIACTH U UCTIONHUTEILHBIM OpraHaM
cyosekToB Poccuiickoit ®enepanuu B cdepe OXpaHBl 3/I0pOBbS, B KOTOpPBIC
MEIUIIMHCKUMH OpraHu3anusMu cyobekToB Poccuiickoi denepannn o0ecicunBacTCs
HallpaBJICHUE Marepuaja Julsi I1POBEJACHHUS HEHMHBA3WBHOI'O  IIPEHATAJILHOIO
TecTupoBanus (omnpeneneHus BHekierouHor JIHK mnoma mo kxpoBu Marepu)
MPEeIUMILIAHTAIINOHHOTO T€HETHYECKOT0 TECTHPOBAHUA SMOPHOHA HA MOHOTEHHBIC
3aboneBaHusl U Ha CTPYKTypHble Xpomocomublie nepectpoiiku (III'T-M, III'T-CIT)»
(nanee — opranuzanus McnoiHUTENb).

10. OOpaszenr KpoBH OEpPEeMEHHOU SKEHIIMHBI JIOJKEH OBbITh J1OCTaBJICH
B OopraHu3anuio McrionHurens He Mo3aHee 72 4acoB ¢ MOMEHTA B3SITHSL.

11.  Kaxnaeiii oOpaszenr OuoMarepuana  JIOJDKEH  OBITH  JIOCTaBJICH
B MOJEKYJSPHO-TEHETHYECKYI0  JlabopaTopuro  opranuzanuu  VcnosHuTtens
st ipoeeaeHus HULIT B conpoBoxkACHUN 00513aTEIBHOTO NAKEeTa JIOKYMCHTOR:

1) HampaBycHUE HA HCCIICIOBAHUE YCTAaHOBJICHHOTO obpasiia (dhopma 057/y);

2) KOmus MOJIMca 0053aTeIIbHOTO MEIUIIMHCKOTO CTPAXOBaHHUS;

3) pe3yiabTaThl IIPEHATAIBHOIO CKpUHWUHra I Tpumecrpa, BKIOYast
yIBTPA3BYKOBOE KCCICIOBAHWE U OIEHKY KOMOMHMPOBAHHOTO pacdeTra pucKa
10 XPOMOCOMHOM NaTOJIOTUHU Y TU0J1a;

4) akT mpuema-nepenadyd oOpas3loB KpPOBU Il NPOBEACHUS HEMHBA3UBHOTO
[pEeHAaTAIBLHOIO TeCcTHpoBaHus (onpeaenenus BHeknerouno JIHK miioga mo kposu
MaTepH) 1o (GopMe COrIaCHO MPUITOKEHHI0 Ne 7.
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12. Cpok BwmonHeHust Jaboparopuoro wuccienoBanus HUIIT cocramisier
He Oonee 14 KanmeHAapHBIX JHEM C MOMEHTAa TMOCTYIUICHHS OuomaTrepuasna
B MOJICKYJIIPHO-TEHETUYECKYIO Tab0opaTOPHIO OpraHu3aIiuy VcrmomHATeN .

13. PesynpraTs HUIIT MEPEIAIOTCA
B ['bY3 «Kamuarckuii KpaeBON POAMIIBHBIA IOM» B 3JIEKTPOHHOM BHJIE B Te€UeHUE 24
4acoB MOCJE 3aBEPILICHUS NCCIIEIOBAHHUS.

14. TbY3 «KamMuarckuii KpacBOW pOAMJIBHBI TOM» B TeUeHHE 24 4acoB
nepeAaroT UHGOPMAITUIO IO MECTY HaOI01eHUsT OEPEMEHHOM.

15. B cinyuae orpunarensHoro pesyistata HUIIT nansHeifiiee HaGmrogeHue
OCpEMCHHON  OCYIICCTBISICTCS  BPAdYOM-aKyIICPOM-THHEKOJIOTOM  TIO  MECTYy
IIPUKPEIUICHUS TNMAUUCHTKA B COOTBETCTBHH C TOPSAJKOM OKa3aHUS MEIUIIUHCKOM
IIOMOIIU 10 TPODUITIO «aKyIICPCTBO M THHECKOJIOTHSD.

16. B ciyuac nonoxureiabHblx pesyiibraroB HUTII B TeucHue 48 wyacos
MEIUIIMHCKAs OpraHu3aims, Hadmomarorias 6epeMeHHY 0, 00eCIIeUnBaET MPOBEICHHUE
KOHCYJIBTAIIMH Bpada-reHeTHKA 1/WITA Bpada aKymiepa-TuHeKOJIOTa 1/ KOHCHITHYMa
Bpauel s pPEUlIeHHs BONPOCAa O MNPOBEACHUM HWHBA3MBHOM IIPEHATAIbHOU
JUArHOCTHKH.

17. CxeMa KOHTUHT€HTHOW MOJIEIIA BHEAPEHUSI HEMHBA3UBHOIO TPEHATAIBLHOTO
TecTupoBaHus (onpenenenus sHekaeTounoi JJHK miona nmo kpoBu matepu) oTpaxkeHa
B IpujokeHuu Ne 3.
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[Ipunoxenue 3 Kk mpuKazy
MuHHUCTEPCTBA 3PaBOOXPAHEHUS

Kamuarckoro kpas
or 22.05.2026

No

9-H

CxeMa KOHTHHI€HTHOH MOACJTH BHCAPCHHA HCUHBAZUBHOIO MNPCHATAJIBHOI0O TECTHPOBAHUA (onpenenelmﬂ BHEKJIETOYHOMH HHK IJj1ojaa mo KpoBu MaTepn)

bepemennas

JKCHIIUHA

Huzkuit puck
(menee 1:1000)

A

Habnronenue Bpaya-
aKyIiepa-THHEKOJIOra,
KOHTpodb Y31

A

.

Hanpagnenne 6epemeHHON
SKCHIIMHBI B KAOMHET
aHTEHATaJIbHOU OXpaHBI
IU10/1a, IPEATEeCTORAs
koHcynbTanms Ha HUIIT,
BbIla4a HalpaBICHUS

ﬁ}

Iepenaya 6uonorudeckoro
obpazna B ['bY3
«KamuaTckuil kpacBoi
POOWIBHBIN TOM» IS
TPaHCIIOPTUPOBKHU

—_p

i (menee 1:1000)

48 — 72 qaca
> KaGuueT anTeHaTaIBHON OXpaHbl 110,18 | i
[Mepenaua GHOIOTHIECKOTO '
Ipenatanpubli ckpurunr I puMecTpa obpasua BVFBY3 5 Opranuzarms
«Kamuarckuit kpaeBoit HcnonHuTenb
v POIMIIBHBIN JOMY» ISt -
v
. N TPaHCIIOPTHPOBKH
Bricokwuii prck CpenHuii puck .
(6once 1:100) (o 1:100 10 1:1000) i
BRATHE ITpoBenenne HUIIT
i OGHOI0TNIECKOro Ha Xpomocomsi 21, 18, 13
06pag]_[a (KpOBB) He 6oieel4 nHeil.
Br130B GepeMeHHOM JKEHIIHHE] B CocTasrienue 3aKTIOICHAS
KaOMHET aHTEHATAIBHON OXPaHbI
24 gaca
II0/1a, IPeTeCTOBAs 48 9acon
A KoHcynbTanus Ha HUIIT,
48 wacon BbIIaua HAMPABIICHUS [Mepenaua 3aKmOYCHIS
B KaOWHET aHTCHATATBHOM OXPaHBI
B3SITHE Tiona
Guonorniecko IIpunsATHe pemenus Bonpoca
ro obpasia 0 IPOBEJEHUU HHBA3UBHOM
(kpoBb) MPCHATATHLHOU JTUATHOCTHKHU
Bricokuii puck

Huzkuii puck

48 — 72 gaca
IIposeaenne HUAIIT
OpraHu3anys Ha XpoMocomsl 21, 18, 13 He
WcHonHuTens > 6oneel4 nueii.
CocTraBiieHue 3aKTFOUCHUS

HMuBazuBHas npcHaTalbHad
JAWarHoCcTuKa

(menee 1:1000)




[Ipuioxkenue 4 x npukasy
MuHuCTEPCTBA 3APABOOXPAHECHUS

Kamuarckoro kpas
or 22.05.2026 Ne 9-H

HNudopmupoBaHHOe corjiacue Ha ocylllecTBIeHHE 00Pa0OTKH MEPCOHATBHBIX
TAHHBIX

A,

(Damunus, uMs, oTUECTBO (IIPU HAJIMYKH ) TTOJTHOCTHIO)
« » rojia poXkjIeHUs, 3apEeTUCTPUPOBAHHAS TIO A/IPECY:

(ampec perucTpaluy rpaxxaaHuHa)

OToT paszjien OJIaHKa 3aI0JIHICTCS TOJIBKO Ha JIUIl, He JOCTUITIHNX Bo3pacTa 15 jer,
WJIM HEACCCIIOCOOHBIX TPaK/IaH:
A,

(hamunus, ums, omuecmeo (npu HAIUYUY) NOTHOCMbIO, 0AMA POXHCOEHUS NOTHOCMBIO)

ABJIAIOCH 3aKOHHBIM IIPCACTABUTCIICM (MaTI), OTCH, YCBIHOBHUTCIIb, OIICKYH,
HOHCLII/ITCJIB) p€6€HKa HJIK JINOA, IIPU3HAHHOTO HC,Z[@CCHOCO6HBIM

(hamunus, ums, omuecmeo (npu HAIUUUL) pebeHKa Ul HedeeCnoCOOH020 epaXCOAHUHA
HOJHOCMbI0, 0AMA POHCOEHUS NOTHOCMbIO)

IMOATBEPKIAAIO, YTO Jar0 CBOC COTJIACHUC HA 06pa60TKy MOUX ICPCOHAIBHBIX JTaHHBIX
MCPCOHANIBHBIX JaHHBIX TPCACTABIICMOTI0 MHOIO J'II/IIIa) B OpraHnu3alun
CIIOJIHUTCJIC

(llonnoe Haumerosanue meduyunckoli opeanuzayuu Hcnoanumens)

B LEJNSAX OKasaHWs MEIMLUHCKOW YCIyrM II0 IIPOBEACHUIO HEWHBA3UBHOTO
IpeHaTaIbHOIO TecTUpoBaHus (onpeaenenust BHeknerouHoil JIHK mioga mo kposu
MaTepH) TPH YCIOBUM, YTO 0OpabOTKa MEPCOHATBHBIX JaHHBIX OCYIIECTBISETCA
JUIAMHU, TPOo(EeCcCHOHATBHO 3aHUMAIONTUMHUCA  MEIUIIMHCKON  JIeSITEIBHOCTHIO
U 00sM3aHHBIMH B COOTBETCTBHUU C 3aKOHOJAaTeslbcTBOM Poccuiickoit denepanun
COXPaHATh BPaucOHYIO TalHy 110 CICAYIOLIEMY IIEPEYHIO [IEPCOHAIBHBIX JIAHHBIX:
(damwiug, uMs, OTYECTBO (IIOCIIECIHEE — IIPU HAJIMYMK), 110J1, 1aTa POXKICHUSA, MECTO
POXIEHHUS, IPAXAAHCTBO, JAHHBIC JOKYMEHTA, YAOCTOBEPAIOLIEr0 JTUYHOCTh, MECTO
KUTENBCTBA, MECTO PErMCTPalUy, CTPAXOBOM HOMEpP WHIAMBHUAYAIBHOIO JIMLEBOTO
cdeTa, HOMEp nojuca 00g3aTebHOr0 MEAUIIMHCKOTO CTPAaXxOBAHUS 3aCTPaXOBAHHOTO
JMIA, aHAMHE3, JMarHo3, CBeleHUs 00 OpraHu3alvy, OKa3aBIIEHd MEIHLIUHCKHE
YCIYTH, BUJ OKa3aHHOM MEIMLIMHCKOW ITOMOLIM, YCJIOBHS OKA3aHHUS MEIULMHCKOW
MIOMOILH, CPOKH OKa3aHUsI MEIULMHCKONH MOMOILIHY, 00BEM OKa3aHHOW MEIWLHUHCKON
MOMOILM, pe3yJbTaT oOpallleHHs 3a MEAULMHCKOM IOMOIbID, Cepus U HOMEp
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BBJIAHHOTO JIMCTKA HETPYAOCIOCOOHOCTH (IIPU HAJMYMH), CBEJCHUS 00 OKa3aHHBIX
MEUITUHCKHUX YCIIyraX, MPUMEHEHHbBIE CTaHIapThl MEIUIIMHCKON TTOMOIIHU, CBE/ICHUS
0 MEIWIUHCKOM pa0OTHHKE WIM MEIUIWHCKUX pa0OTHHKAX, OKa3aBIIUX
MEAMIMHCKYIO0 yCIyry, Mou (hOTO- M BUAEOU300paKeHUs, a Tak ke (OTO U BHUIECO
M300pakeHHsl JUIa, MPEACTaBUTEIEM KOTOPOTO S SIBISIOCH, MOTYYEHHBIE C LENBIO
OKa3aHus MeIUIMHCKOM momountn. [Ipenocrasisto oprauuzanuu VcmomHUTENO MpaBo
OCYIIECTBIISITh BEJEHUE NEPCOHUPUIIMPOBAHHOTO Y4eTa TMPU OCYILIECTBICHUU
MEIMIMHCKON IEATENBbHOCTH. B ciyyae ecim opranusanusa VicnonHuTeNb HOPYYUT
00paboOTKy TepCOHANBHBIX JaHHBIX JPYyroMy JHUIly, OTBETCTBEHHOCTh MeEpel
CyOBEKTOM MIEPCOHABHBIX IAHHBIX 32 ACHCTBHSI yKa3aHHOTO JINIIa HECET OpPTraHu3allns
Ucnonnutens. Jluio, ocymiecTBisomee oOpaboTKy MEPCOHATBHBIX JIAHHBIX
1m0 (IICPCOHAJIBHBIX JIAHHBIX MPEACTABISICMOT0 MHOK0 JIMIIA) B TCYCHUH CPOKa
XpaHCHUA MCAUIIMHCKON KapThl aMOyiaTOpHOro ©6ojpHOrO ((opmMa METUITHHCKON
nokymeHTtarun Ne 025/y) nBaguate mate ner. OcraBisito 3a co0oi  mpago,
Ha OCHOBaHMU 4. 5 cT. 21 PDepepanbHoro 3akona oT 27.07.2006 Ne 152-03
«O mepcoHaNIbHBIX JaHHBIX» OTO3BaTh CBOE COTJIacHe Ha 00pabOTKYy MEepPCOHANBHBIX
JAHHBIX TMOCPEICTBOM COCTABJICHHS COOTBETCTBYIOIIETO MHUCHMEHHOTO 3asBICHUS,
KOTOpoe OyAeT BpY4YEHO JHYHO MO PACIUCKy TMPEACTABUTENI0 OpraHu3alun
HcnonmHuTens wWiud HampaBlieHO B aApec OpraHm3aluu VcrmomaHWTens Mo modurte
3aKa3HbIM [THCbMOM C YBEIOMJICHHEM O BPYUCHHH.

Sl ymocToBepsl0, YTO TEKCT MOEro HH(POPMHUPOBAHHOTO COTJIACHS MHOIO
IIPOYMTaH, MHE MOHATHO HA3HAYEHUE TAHHOTO JIOKYyMEHTA, TIOTyUeHHbIE Pa3bsICHEHUS
OT MCJIUTIMHCKUX PaOOTHUKOB TIOHSITHBI M MEHS yIOBJICTBOPSIOT.

(noonuce) (Qhamunus, ums, omuecmeo (NPU HATUYUU) 2PAHCOAHUHA UAU €20 3AKOHHO2O
npedcmasumeris)

« » 20 T.




[Ipuiioxkenue 5 k npukasy
MuHucTEpCTBA 3APABOOXPAHECHUS

Kamuarckoro kpas
or 22.05.2026 Ne 9-H

HNudopmupoBanHoe 100pOBOJIbHOE COTJIACHE HA NIPOBEACHHE HEMHBA3UBHOIO
NMPEeHATAJBHOI0 TeCTHPOBaHMs (onpenenaeHus BHekJaeTouHoil JHK niaona
M0 KPOBH MATEPH)

(Damunus, uMs, oTUECTBO (IIPU HAJIMYKH ) TTOJTHOCTHIO)
« » rojga poOXICHUA, 3apCTUCTPUPOBAHHAA  TI0 aJipecCy:

(ampec perucTpaluy rpaxxaaHuHa)

DT1OoT pazjien OJIaHKa 3aIl0JIHICTCS TOJIBKO Ha JIUIl, HE JOCTHITIHNX Bo3pacTa 15 Jjer,
HJIM HEACCCIIOCOOHBIX IpaXkaaH: S,

(pamunus, ums, oT4ECTBO (TMPU HATMYUH) TIOTHOCTBIO, JIaTa POKASHHS MOJTHOCTHIO)

ABJIAIOCH 3aKOHHBIM IIPCACTABUTCIICM (MaTI), OTCI, YCBIHOBHUTCIIb, OIICKYH,
HOHCLII/ITCJIB) p€6€HKa HJIK JINOA, IIPU3HAHHOTO HC,Z[@CCHOCO6HBIM

(pammnus, ums, oT4ecTBO (TMpU HaWYNK ) peOeHKa WIH HeJleeCTIOCOOHOTO Tpak/laHuHA
TIOJTHOCTBIO, J1aTa POXKJIEHHS TIOTHOCTHIO)

Jlato mHOpMHPOBAHHOE JTOOPOBOJIBHOE COTJIACHME Ha OCYLIECTBJICHHE CIEAYIOILIEro
MEJMIIMHCKOTO BMeEIaTenbcTBa (0OChHeoBaHUs) - MPOBEICHHE J1a0OPaTOPHOIO
uccnenoBanus «HenwHBa3sMBHOE MpeHATANbHOE TECTHUPOBaHME  (OIpEAesIeHHe
BHekseTouHou JIHK miona mo kpoBu Matepu )» MeHs (MpeIcTaBIseMoro B

(TTontHOE HaMMEHOBaHKE MEIUIMHCKOM OpraHu3aIum)
MemunuHCKUM pabOTHUKOM

(TOKHOCTD, haMUIIHsL, UMS, OTUECTBO (IIPU HATMYUHU ) METUIITHCKOTO paOOTHUKA)

B JIOCTYIIHOH 11 MCHS (popME MHE pa3bsCHCHBI ICIIM M METOJIBI OKa3aHHsI
NPEVIOKEHHON MEIMIUHCKON IOMOILM, CBSI3aHHBIM C HUMH PHUCK, BO3MOXXHBIC
BapHaHThl MEAUILIMHCKUX BMELIATENILCTB (B3STHE KPOBU M3 BEHbBI), UX IOCICACTBUS,
B TOM YHCJE BEPOSTHOCTh Pa3BUTHS OCJIOXKHEHHH, a TakKe MpeanoaaracMpie
pE3yJIbTATHI.

S mpoundopmupoBan(a) o nopsake U 00bEME MPOBEJACHUS HCCIEAOBaHUSA,
CpOKax TOTOBHOCTHM pe3ynbTaTa MW OrPAaHUYCHUSX METOAUKH MPOBEICHUSA
HCCIIEIOBAHUSI HEWHBA3UBHOTO MPEHATAIIBHOTO TECTUpOBaHMs  (OmpejieseHusl
BHEKJIETOYHOM
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JIHK 11012 110 KpOBU MAaTEpH) U OCO3HAIO [I0KA3aHUS K €0 IIPOBEACHUIO.

Sl nmoHuMar, 4YTO ¢ MOOMOIIBK) METOJA HEHWHBAa3WBHOTO MOPEHATAIBHOIO
TecTupoBanus (onpeaeneHus BHeknerouHo /IHK miona mo kpoBu matepu) OynyT
MPOBEJACHBI HCCIEAOBAHUS TOJBKO B OTHOwmeHuu Tpucomuu 21, Tpucommum 13
u Tpucomun 18.

S mpoundopmupoBaH(a) Mpo BO3MOXHOCTH APYIHMX METOJOB IMpeHaTAIbHOW
OUArHOCTUKM W OCO3HAK, 4YTO HEHWHBA3UBHOIO IPEHATAIBHOTO TECTHPOBAHUSA
(ompenenenua BHekierouHod JIHK mnmoma mo kpoBu Marepu) HE 3amMeHseT
KOMOWHUPOBAHHBIA TpeHaTalbHbIA CKpUHUHT OepemMeHHod B 11 — 13.6 Hexenb
OEpEMCHHOCTH U MHBA3UBHYIO MPCHATATBHYIO TMATHOCTUKY B CITydae BHICOKOTO PUCKa
HaJU4Hs y TUI0JIa XPOMOCOMHOW aHOMAJIUH.

A upemympexneH(a) ¥ OCO3HAKO, YTO  PE3YJIbTAThl  HUCCIICAOBAHUS
HCUHBA3WBHOI'O IIPCHATAJIBLHOIO TECTUpOBaHuUs (orpejesicHusi BHekieTouHor JIHK
iojfa mo KpoBU marTepu) He sBisitoTcs Ha 100% TOYHBIMM WM HE TapaHTUPYIOT
OJIHO3HAYHOTO HCKJIIOYEHUSI XPOMOCOMHBIX aHOMalui y IUI0Aa; YTO METOAOM
HEMHBA3UBHOI'O IMPEHATAIbHOIO0 TECTHUPOBaHUS (omnpeaeneHus BHeknerouHor [THK
[UI0Ja MO KPOBM MaTepH) HEBO3MOXHO HCKIIOYUTh HAIWYUE Yy IJI0Ja
cOaTaHCHUPOBAHHBIX CTPYKTYPHBIX XPOMOCOMHBIX NEPECTPOEK, MaJIBbIX
HECOAJIAHCHUPOBAHHBIX ~ CTPYKTYPHBIX  IEPECTPOEK  XPOMOCOM,  MO3aulHU3Ma,
TPUILIOUANHN U TETPAMIOUIUA, MOHOTE€HHBIX U IPYTUX FEHETUUECKUX 3a00ICBaHUM.

A nadopmupoBan(a) 0 BO3MOXKHOCTAX METOAA MO OMpPEIETIeHHUIO Moja IJI0aa
[0 KPOBU MATE€pU U MPEAyNpekeH(a), UTo ONpe/Ie]IEHHE oNa MIoJa MOXET ObITh
3aTpyJTHEHO, a TJaBHAas 1IeJb HCCIICIOBAHUS JAHHOTO BapHaHTa HEWHBA3UBHOTO
IIpeHaTAIbHOTO TecTUpoBaHus (omnpeaencHus BHeknerouHoit JIHK miona mo kpoBu
Marepyu) — HCKIIOYHTh XpoMocoMmHble aHomaiauu (Tpucomuu 21, Tpucomum 13
u Tpucomuu 18).

A obs3ytock mpouHGOPMHUPOBATH MEAWIMHCKUAN mepcoHan o000 Bcex
npobieMax, CBSI3aHHBIX C MOHMM 3J0POBBEM (310POBBEM MPEACTABISEMOr0 MHOMU
JUI1a), B TOM YKCIIE O HATMYHUH OIYXOJICBBIX 00pa30oBaHNi, IEPEITMBAHUH AJUTOTEHHOM
KpOBH, TEPANMy AJUTOT€HHBIMHU KJIETKAMH, TPAHCIUIAHTALMM OPraHOB WJIM KOCTHOTO
MO3ra.

51 0cO3HaI0, YTO BEICOKHUM PUCK, PACCUATAHHBIN IO PE3yIbTaTaM HEMHBA3UBHOTO
IpeHaTaIbHOIO TecTUpoBaHus (onpenenenus BHeknerouHoil JIHK mioga mo kposu
MaTepH), HE SBIAETCA OCHOBAaHWEM JUIS TPEPHIBAHUS OEPEMEHHOCTH COTJIACHO
3aKOHOJIaTeNbCTBY Poccuiickon deniepaliiy, U IPH BBISIBIICHUH TTOBBIIIEHHOTO PUCKa
[0 pe3ysbTaTaM HCWHBA3UBHOTO IPCHATAJIBFHOTO TECTUPOBAHUS (OMpeaciicHUs
BHekiIeTouHoM JIHK 1mmoma mo kpoBu Marepu) HCOOXOIMMO MPOBEICHUEC HHBA3UBHOM
[IPEHATAJILHON JIMATHOCTUKH C LIEJIbIO [TOJTBEPHKIEHHUS [10JyUEHHBIX PE3YJIbTATOB.

S npenynpexieH(a), YTO B peIKUX CIydasX MOXKET NOTpeOOBATHCS MOBTOPHOE
B35ITHE KPOBH.

Sl me BO3paxaro, YTO B3AThIE y MeHs (MPEACTaBIAEMOro) OHOIOTHYECKHE
o0pa3lpl, MOTYT B JalibHeillieM Xxpanuthesa y HMcnomuurtens ans HCHOJNb30BaHMS
ouoMarepuana B Hay4yHBIX HelsX (s pa3paOOTKHM HOBBIX METOJOB JHAarHOCTHKHU
(JieueHHsT) HACJIEICTBEHHBIX U BPOXKJICHHBIX 3a00J€BaHUI1).
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A npoundopmupoBan(a) 0 TOM, UYTO TOJYUYCHHBIC PE3YyJbTAaThl HAYYHBIX
WCCIEOBAHUM MOTYT OBITh OIYOJMKOBAaHB HMCKIIOYUTEIBHO B MEIUIIMHCKUX,
HAyYHBIX WM OOYYalomMX IENAX C YYEeTOM COXPAaHCHHS BpadyeOHOM TailHBI.

(noamuce) (®.MN.0. rpakiaHuHa / 3aKOHHOTO TIPECTaBUTENS MpaXkIaHUHA TOJTHOCTHIO)

S paspemaro, B cilydae HEOOXOIMMOCTH, MPEJOCTABUThL HH(OPMALUIO
0 pe3yabTaTaXx HEMHBAa3MBHOIO IPEHATAILHOIO TECTUPOBAHUS (ONpEAeTICHUS
BHeksieTrouHo JIHK muiona mo xpoBM Marepu) MOMM pPOACTBEHHUKAM, 3aKOHHBIM
[IPEICTaBUTEIISAM, TPaKIaHAM:

(®.N.0. noiaHOCTHIO, KOHTAKTHBIN TenedoH)

A YAOCTOBCPATO, YTO TCKCT I/IH(i)OpMI/IpOBaHHOFO corjracud MHORK) TIPOYUTAH,
MHC IIOHATHO HA3HAYUCHUC JAHHOI'O JOKYMCHTA, IIOJIYUYCHHBIC Pa3bACHCHUA

OT MEAUIIMHCKUX paOOTHUKOB IIOHSATHBI X MCHSI YJIOBJICTBOPSIFOT.
« » 20 1.

(moanuce) (O.MN.0. rpak1aHuHa UK ero 3aKOHHOTO MpeICTaBUTEN )

(moanuce) (Homxnoctsh U ©.J.0. MeAUIIMHCKOTO pabOTHHKA)

« » 20 1.



[TpunoxkeHue 6 K npuKazy
MuHUCTEPCTBA 3PaBOOXPAHEHHUS

Kamuarckoro kpas
or 22.05.2026 Ne 9-H

OTKa3 OT NpoBeACHUS HCHHBA3MBHOIO MPCHATAJILHOI0 TECTHPOBAHUA
(onpenenenusi BHekJaeTouHOM IHK mioxa mo kposu marepu)

(Damunus, uMs, oTUECTBO (IIPU HAJIMYKH ) TTOJTHOCTHIO)
« » rojia poKJICHUS, 3apCTUCTPUPOBAHHAS 110 a/IPeCy:

(ampec perucTpaluy rpaxxaaHuHa)
OToT pasaci OJ1aHKa 3amoJHSIETCS TOJIBKO Ha JIML, HE JOCTUTI'TIHX BO3pacTa 15 JCT,
WJTH HEJICCCTIOCOOHBIX Tpak/iaH: ,

(pamunus, ums, oT4ECTBO (TMPU HATMYUH) TIOTHOCTBIO, JIaTa POKASHHS MOJTHOCTHIO)
SABJISIIOCH 3aKOHHBIM NIPEACTaBUTENEM (MaTh, OTELl, YCHIHOBUTEIb, ONIEKYH,
MOMNEYUTENh) peOCHKA UK JTUIA, TPU3HAHHOTO HEJEECOCOOHBIM

(pammnus, ums, oT4ecTBO (TMpU HaWYNK ) peOeHKa WIH HeJleeCTIOCOOHOTO Tpak/laHuHA
TIOJTHOCTBIO, J1aTa POXKJIEHHS TIOTHOCTHIO)

OTKa3bIBalOCh OT CJCAYIOMIET0 MEIUIIMHCKOTO BMeEIIATeIbCcTBa (00CiIeIOBaHUA) —
IIPOBEJACHUSA  JJa0opaTropHOro  uccicaoBaHus «HeWHBa3MBHOE  MpPEHATAIBHOC
tectupoBanue (orpenacicHue BHekierouHo JIHK 1wioma mo kpoBu Matepu)»
MeHs (MPEICTaBISIEMOrO MHOM JTULIA).

MHe B 1ocTymHOM 1715t MeHST (hOpMe MHE Pa3bICHEHBI 1SN U METOAbI OKA3aHUS
MPEUIOKEHHON MEIMIUHCKOM IOMOILM, CBSI3aHHBIM C HUMH PHCK, BO3MOXXHBIC
BApUAHTHI MEAUIMHCKUX BMEIIATENbCTB (B3ATHE KPOBU U3 BEHBI), UX TIOCIEICTBUS, B
TOM YHUCJE€ BEPOSITHOCTbL Pa3BUTHUA OCJIOXKHEHUH, a TakKe MpeanojaracMblie
pEe3YJIbTATHI.

MHue nonpoObHO B AOCTYMHOM mJis MeHs (opMme pa3biCHEHbl BO3MOXKHBIE
MOCJEACTBUS MOEro OTkKaza (0TKa3a TPEACTaBIAsSEMOro) OT MPeajiaraeMoro
METUIIMHCKOTO BMEIIATEILCTBA (00CICA0BAHNS).

51 ocosHaro, 4TO OTKAa3 OT MEIUIIMHCKOTO BMeEIIATeNbcTBA (0OCICIOBaHUA,
JCYCHUS) MOXKET CKa3aTbCsl Ha MCXO0Je MoOCH OepeMeHHOCTH (OCpeMEHHOCTH
IPCACTABIICMOTO0 MHOM JIMIIa), a HMMCHHO IIPHBECTH K POXICHHUIO peOCHKa
¢ xpoMocoMHo# natosnorueit (Tpucomus 21, Tpucomus 18, Tpucomus 13).

MHe pa3bsCHEHO, YTO NP BO3HUKHOBEHUHU HEOOXOAMMOCTH B OCYILECTBICHUU
OJIHOT'O MJIM HECKOJIBKUX BUJOB MEAUIIMHCKUX BMELIATENbCTB, B OTHOILIEHUU KOTOPBIX
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opOpMJICH HACTOSIIIIMI OTKa3, s MMCI0 MpaBo OQOPMUTH HH(POPMUPOBAHHOC
100POBOIILHOE COTJIacHe Ha TaKOW BHJ (TAKUE BHJIBI) METUIIMHCKOTO BMEIIATENHCTRA.
51 o3HaKoMIIeH(a) U corjaceH(a) CoO BCEMU MyHKTaMU HACTOSIIEr0 JOKYMEHTA,
MOJIOKEHUSI KOTOPOT0 MHE Pa3bACHEHbI, MHOIO MOHATHI U JOOPOBOIBHO OTKA3bIBAIOCH
oT MPOBEACHNUS MEAULHMHCKOTO BMEIIATEIbCTBA (oOcnenoBanms).
« _» 20 1.

(moamuce) (O.M.O. rpakgaHWHa HMAM  €r0  3aKOHHOTO  MpEJCTaBUTENs)

« o » 20 .

(moanuce) (Homxnoctsh U ©.J.0. MeAUIIMHCKOTO pabOTHHKA)



[Tpunoxenue 7 K mpuKaszy
MuHHCTEpPCTBA 3IPABOOXPAHEHHUS

Kamuarckoro kpas
or 22.05.2026 Ne 9-H

AKT
npueMa-nepeaayu o0pa3noB KPOBH ISl NPOBEACHNS HEUHBA3ZHBHOTO
NMPEHATAJBHOI0 TeCTUPOBaHus (onpeaenaeHus BHekJIeTouHoi IHK nioga
10 KPOBH MaTePH)

, umenyeMoe jganee «MeauuuHcKas
opraHuzalMs»  nepenaer, a ,
uMenyemoe ganee «Opranuzanua Wcnonuutens» (umenyemble nanee «CTOPOHBDY),
NpUHUMAaeT oOpa3lbl KPOBU JJiS MPOBEACHUS HEWHBA3WBHOTO TMPEHATAILHOTO
TecTupoBanus (onpeaenenus BHekiaerouHor JIHK miona mo xpoBu marepu) (nanee —
WccnenoBanne) B cOCTaBE M KOJIUMYECTBE, YKA3aHHOM HUXKE:

Ne Mapku- | @O Hara Cpoxk Bec UMT* Kommen-
/1 | pOBKa MAUCHT | B3STHS OcpeMeH | TalMCHT Tapuu
npoOupK | -Ku KpOBHU -HocTu™ | -Km*
U

**Ha MOMEHT B3SITHS 00pa3iia KpOBU

MenuruHcKasi OpraHW3anusl TOJATBEPXKAACT COOIIOJACHUE TPEOOBAHMM K B3SATHIO
onoMarepuana W YCIOBUH XpaHCHHs JaHHOTO BHAA OnoMarepuana, MeJIOCTHOCTH
U TePMETUYHOCTh BCEX O0Opa3loB, a Tak)Ke YMAKOBOK M0 TIEpenayd TPAHCIIOPTHOM
OpTaHW3aIHH.

C xaxapiM 00pa31ioM OroMaTepuaia OTIpPaBJIeHbl (HYKHOE OTMETHUTD):

0 HanpaBnenue Ha UcclieloBaHUE YCTAaHOBIEHHOTO 00pa3siia (dhopma 057/y)

o0 Konus monuca OMC

O PesynpTaT mpeHatanbHOTO CKpUHUHTA 1 TpumecTpa, BKItoudas Y 3-HcclieJOBaHUC
M OLICHKY KOMOWHHPOBAaHHOTO pacycTa prUCKa 1Mo XpOMOCOMHOM IAaTOJIOTHU Yy TIJI0/1a
Hacrosmuit akT cocTaBiicH B JByX JK3EMIUISIpax, UMCIOIIUX PaBHYIO FOPHIMYCCKYIO
CHUITY, IO OTHOMY Ut Kaxkaou u3 CTOpOH.

OBPA3IIbI ITEPEJAJI: OBPA3IIbI ITPUHAJIL:

IIpencraBurens Menmuunnckor IlpencraBurens Opranunzanuu
OpraHH3aLlH Hcenonnurens

J1OIDKHOCTD J1OJKHOCTB

0)5[0) 015[0)




Iloamuce Iloamuce

Jlata BpeMs Hara BpeEMs




[TpunoxkeHue 8 K npuKazy
MuHUCTEPCTBA 3PaBOOXPAHEHHUS

Kamuarckoro kpas
or 22.05.2026 Ne 9-H

JlaGopaTopHoe 3aK/II04eHNE NPOBEACHNS HEHHBA3UBHOIO IPEHATAJIbHOTO
TecTUPOBaHuA (onpenesenusi BHekJaeTouHnoii HK miona
M0 KPOBH MATEPH)

[TOJIHOE HAUMEHOBAHHUE YUYPEXIEHNA
HA3BAHUWE CTPYKTYPHOI'O IIOJIPA3AEJIEHUA

«HennBazuBHOE MpeHaTaJIbHOC TCCTUPOBAHUC (OHpCI{CJ’IGHI/IC BHEKJIETOYHOI I[HK j1io4aa 1mo KpoBu

MaTEepH )»

d.UN.O. namnmedrta HasBanue
HAMPaBUBIIETO YUPEXKISHUS -

Howmep xapTh Hanpasupimmii Bpau

Hanuune vH(opMHpOBaHHOTO corjlacusl Ha HccleloBaHUe Bospact
nonHbIx neT MHaeke macesl Tena (MMT) KI/mM2

Cpok GepeMeHHOCTH Hedelb nHeil (Ha MOMeHT B3sTHe kpoBH). KonuvecTBo mioaos

bepeMeHHOCT, HAcTyNWIa €CTECTBEHHBIM IyTeM, B  pe3ylibTaTe 3KCTPaKOpIOpabHOTO
omnonotBopeHus (OKO) (Hy)kHOE MOTUYEPKHYTH).

IIpennonaraemble HapylieHUS Ha OCHOBaHUM APYTMX HUcCClIeJOBaHU (MOPOKU pa3BUTHA IJI0Ja WIH
yIbTpa3ByKoBbie Mapkepbl, 3HaueHus PAPP-A u [(-XT'Y, pacueTHBIf pHUCK MO paHHEMY

IpeHaTabHOMY CKpPHHUHTY, u T.IL.) eciu UMerTCA, yKa3aThb:
Matepuan nonydeH « » 20 r.
SAK/IIOYEHHE

B o0s3aTenbHoM mopsAAke JOKHO coliepkaTh HHbopMmaiuio o jone 1wiogHo JIHK
C yKa3aHHEeM Mopora 4yBCTBHTEIBHOCTH METOa B JabopaToOpUH, HAJIMUKE U CTENEeHb pucka XA Mo
xpoMocomam 13, 18, 21 u pekomeHaaMH.

ITpumep: Hona JJHK miopa cocraBnger 9,5 % (Bolme 4 %, nopora YyBCTBUTEIBHOCTH METO[A).
VYcTaHOBIIEH BBICOKMH pHCK TpHcoMMM Mo XpomocoMe 21 (Beime 95 %). PexkomennoBaHa

KOHCYJbTaIUs Bpaya-TeHeTHKa c HETbIO pelieHus BoIlpoca
0 Ha3HauYeHUM UHBa3UBHOU MpeHaTaqbHOM TUATHOCTHKH.

JHara « » 20 T.

Bpau /OO

3aBeaytomuii mabopatopueit /®UO




[Ipwiioxxenue 9 x npukazy
MuHHCTEPCTBA 3APABOOXPAHECHUS

Kamuarckoro kpas
or 22.05.2026 Ne 9-H

IMamsaTKa 1)1 BpaYei-aKyLlIepoOB-THHEKO0JI0r0B, He00X0AuMas
K MCIIOJIb30BAHUIO NIPH KOHCYJIbTUPOBAHHH NAUMEHTOB Nepel MPoBeAeHUEM
HEHMHBA3MBHOI'O NIPEHATAJBLHOI0 TECTUHPOBAHMA (OIIPeleICHUS BHEKJICTOUYHOM
JAHK nioxa no kposu Mmarepu)

I[JISI MNAMUEHTOKR I'PYIIIbLI BLICOKOT'0 pPUCKA 110 XpOMOCOMHOﬁ AaHOMAJINMU,
MMEIUNX NPOTUBONOKA3AHUA K HHBA3HBHOM HpeHaTaJII)HOﬁ AHATHOCTHKE

VYBaxxaemasa narueHTkal

ITo pesysbraraM npoBeacHHOro Bam npeHarajapHOro CkpuHuHra I tpumecrtpa
obHapyxeH BbICOKUU puck (1:100 m BbIE) XPOMOCOMHOW aHOMAIHH (TPHUCOMHUU
no xpomocomam 21,18,13) y miona, 4to sABisieTCS MOKAa3aHHUEM K IPOBEACHUIO
VHBA3UBHON NPEHATAIBHON THATHOCTUKU C LIEJIBIO0 aHAIM3a XPOMOCOM IUT0Aa. ToNbKO
ATOT METOJ MOXKET MOJATBEPAUTH WIN UCKIIOYUTH XPOMOCOMHYIO aHOMANIMIO Y II0AA
C MAaKCHMAJIbHOM CTENEHBIO BEPOSATHOCTH.

Onnako, B HacTtosiiiee BpeMsi y Bac ecTb npoTHBONOKa3aHus (MEPEUUCIUTh
KaKue ) K MPOBEACHUIO MHBA3UBHOMN JHArHOCTHKH.

B cBs3u ¢ 3tum, uHpopMupyem Bac o CylIEeCTBOBAHMM JONOJHUTEIBHOTO
CKpPUHUHTOBOTO METO/Ia BBIABIEHHUS pPHCKAa XPOMOCOMHOM aHOMalWHM y IJI0]a
(mo xpomocomam 21, 13, 18) — HEHHBA3UBHOIO NPECHATAILHOTO TECTUPOBAHUSA
(onpenencuus BHekiaerouHod AHK mmoga mo xpoBu matepu). [JaHHBIM MeTOA
00J1aacT BHICOKOW 4yBCTBUTEIBHOCTHIO (710 99 %) B OTHOIICHWY BBISIBIICHUS PUCKa
YKa3aHHBIX CUHPOMOB.

HenHBa3zuBHOE NpeHATAJIbHOE TECTUPOBAHHE (OMpENEIeHUE BHEKJIETOYHOM
JIHK nnopa mo kpoBu matepu) ocHOBbIBaeTcs Ha uccinenoBanuu JIHK mmoaHoro
MIPOUCXOXKJEHHUS, TOCTYNMAOMEH B MaTepuHCKUd KpoBOTOK. [Ipouenypa abcomoTHO
Oe3onacHa sl OEpeMEHHON M MJI0AA, MOCKOJIBKY 3a00p MaTtepuana OCyILUECTBIsAETCS
IIyTeM OOBIYHOTO 3200pa KPOBH U3 BEHBI KEHIIWHBI.

[lo pe3ynbraTaM HEMHBA3UBHOTO NMPEHATAIBLHOIO TECTUPOBAHUS (ONpeeaeHus
BHeksetouHo J[HK mioma mo KpoBHM MaTepH) pUCK XPOMOCOMHOW aHOMAIUU
(cunapomoB Jlayna, Oamapaca u Ilatay) y mioga MoxeT OBbITh ONpEAEieH Kak
BBICOKUU WM HU3KUY. ECU BBISBICHO MOBBIIICHUE PUCKA XPOMOCOMHBIX HAPYIICHUH,
TO COXpaHsieTcs HEOOXOJUMOCTH IPOBCACHUS WHBA3UBHON  INpEHATaIbHOU
JUATHOCTUKYU JUISL TIOATBEPKICHUS WIM HCKIIOYEHHUS XPOMOCOMHOW aHOMAJIUU
y IUI0/J1a.

[Ipy nmonyyeHUH HHU3KOTO PUCKA MO JIaHHBIM HEHMHBAa3WBHOIO MPECHATAIBHOTO
tectupoBanus (onpeaeneHus BHekiaerounoi /IHK mimoga mo kpoBu Matepu) BhICOKA
BEPOSTHOCTh OTCYTCTBHUSI y TUJI0JIa YKa3zaHHbIX cuHApoMoB (/layna DOaBapica
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n Ilaray) — npumepno 99 %. Tem He wmeHee, kpaiiHe peako (< 1 %),
Jaxe TpU  OTPULIATENIBHBIX  pe3yJibTaTaXx HEWHBA3WBHOTO  MPEHATAIBHOTO
TecTupoBanus (onpeaenenus BHekierouHol JIHK mnoma mno kpoBu wmatepm)
BO3MOXKHO POXKJEHHUE pedeHKa ¢ OJHUM M3 3TUX CHHJpOMOB. Kpome Toro, HuU3KUii
PUCK MO MEPEUUCICHHBIM CUHAPOMAM HE UCKIIOYAET POXKICHUS pedeHKa ¢ IpyTUMH,
0oJee peAKUMHU XPOMOCOMHBIMU aHOMAJTUSIMU JIUOO T€HHBIMU OOJIC3HIMU.

Kak npu moOnoXuTEeNTbHOM, TaK W TPH OTPULATEIBHOM PE3YJbTATE
HEMHBA3UBHOTO MPEHATAIIBHOTO TECTUPOBAHUs (OMpEACICHUS BHEKJIECTOYHOU
JHK mnmoga mo KpoBH MaTepH), BOIPOC O HEOOXOJUMOCTHU M BO3MOXKHOCTH
npoBejicHus BaMm WHBa3MBHOW TpeHATATBLHOW JMArHOCTUKH OYJIET PacCMOTPCH
BpayaMH aKylIEpOM-THHEKOJIOTOM H T€HETHKOM.

Nudopmupyem Bac, 4ro B HEKOTOPBIX Cllydasx pe3yjbTaT HECMHBA3UBHOTO
IIpCHATAJILHOIO TecTUpoBaHus (onpeacieHus BHekieTouHo JIHK 1miona nmo xpoBu
MaTepH) MOXKET OBbITh HEBAIMIHBIM, TO €CTh JIA0OpaTOpus HE MOXKET ero
WHTEPIPETUPOBaTh u3-3a HHU3koro ypoBHs JIHK mmoma B kpoBu OepeMeHHOMH
(menee 3,5 —4 %) wiu 0o ApyruM NpHYUHAM.

JlJis MalMeHTOK rPyNNbI CPeiHero pPUCKa M0 XpOMOCOMHOI AaHOMAJIHU
YBaxxaemas nanmenTkal

[lo pesynbraram npoBejieHHOro Bam mpeHatainsHOro cKkpuHuHTa I TprMectpa
yctanoBJieH cpeaauit puck (1:101 — 1:1000) ais mioga Mo XpoOMOCOMHON aHOMATUU
(Tpucomun 1o XpomocomaM 21, 18, 13, mnpuBoafiue K pOXKICHUIO JCTCH
¢ cuaapomamu Jlayna, Dnpapgaca u Ilaray). DT1o o0O3Ha4aer, 4To HEBO3MOXKHO
MOJIHOCTBIO UCKIIFOYHUTH PUCK POXKJICHUS PCOCHKA C YKA3aHHBIMH CHHJIPOMAaMH.

B Hacrosilee BpeMsi CyIIECTBYET €111€ OAUH CKPUHUHTOBBIA METO/ BBISIBICHUS
pUCKa XPOMOCOMHOM aHoMmManuu Yy Miojga (mo xpomocomam 21, 13, 18) —
ATO HEWMHBA3WBHOE MpeHaTaNbHOE TecTupoBaHue (onpeaenenue Buekinetounon JHK
wioga mo kpoBu marepu). CornacHo npukasy MUHHCTEpCTBA 3ApaBOOXpPAHEHUS
Poccuiickoii @enepannn ot 19 nekadpst 2025 roga Ne 7471 «O Ilopsiake okazaHus
MEIULUHCKON MOMOIIM TO MPO(UIII0 «aKyIIEPCTBO U TMHEKOIOTHs», MPOBEICHUE
HEWHBA3UBHOI'O MPEHATAILHOTO TecTHpoBaHUA (ompeaeneHust BHeknerouHo JIHK
IUI0JIa TI0 KPOBHU MAaTEPH) PEKOMEHAYETCS NallMeHTaM CO CPEHUM PUCKOM, KOTOPBIN
u ycraHoBieH y Bac. Jlaunsiii MmeTon obiaaaet 6osee BBICOKOH YyBCTBUTEIBHOCTHIO
(1o 99 %), U B HEKOTOPBHIX CIy4asx TMO3BOJIICT BBIABUTH PUCK BBIIICYKAa3aHHBIX
XPOMOCOMHBIX HAPYLIEHUH JIAKE 1IPU OTPULATEIbHOM PE3yJibTaTe NPEHATAIBHOIO
CKpuHMHTra [ TpumecTpa.

HeuHBa3uBHOE TMpeHATalbHOE TECTHPOBAHUE (OINpEAETIeHUs] BHEKJIETOYHOMN
JJHK nnona mo kpoBu Marepu) OCHOBaHO Ha wuccienoBanuu JIHK mnmoaHoro
MIPOUCXOXKJEHHUS, OCTYMAOMEH B MaTepuHCKU KpoBOTOK. [Ipouenypa abcomoTHO
OesomacHa Juisl OEpEeMEHHOW M IUI0Ja, TMOCKOJBKY 3abop Ouomarepuana
OCYLIECTBISETCSA MyTEM OOBIYHOTO 3a00pa KPOBH U3 BEHBI KEHILIUHBI.

Pe3ynbTaToM HEWHBA3MBHOTO MPEHATAIBLHOTO TECTUPOBAHUS (ompeneraeHus
BHekjeTouHo J[HK mioga mo KpoBu MaTepu) SBISIETCS OIpEJEICHUE pHCKa
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XPOMOCOMHOI aHOMaJIMU (TpUCOMUM 110 XpoMocoMam 21, 18, 13) y mioja: BbICOKOro
WJIM HHU3KOTO.

B cmydyae BBIABICHHS BBICOKOIO PHUCKa XPOMOCOMHBIX aHomainui Bawm
notpelyeTcsi KOHCYJbTallMsl Bpada-TeHeTHKa JUis BHIOOpA JalbHEHINEH TaKTHUKU
obOcnenoBanusi. B ciyyae monaydeHuss HHU3KOTO PHCKA MPOAOJIKUTCS CTaHAAPTHOE
HaOJII0ICHNE Y Bpada-aKyllepa-ruHeKosIora.

Bbl 1OKHBI MOHUMATh, YTO MOJIYYEHHBIM HU3KHU PUCK C BBICOKOW JOJEH
BEPOSITHOCTU  CBUJAETEILCTBYET 00 OTCYTCTBUM  YKa3aHHBIX  XPOMOCOMHBIX
3aboneBaHuil y miaojaa (TpucoMuu mo xpomocoMam 21, 18, 13), xoTs kpaitHe peako
JIa’Ke MPU OTPUIIATCIIFHOM PE3yIbTaTe HEMHBA3UBHOTO MPECHATATLHOTO TECTUPOBAHUS
(ompenenenusa BHekierouHod JAHK mmoma mo kpoBu matepu), peOCHOK MOKET
POIUTHCS C OJHOM M3 3THUX Harojoruii. K ToMmy e, HU3KMH PHUCK 110 YKa3aHHBIM
TPUCOMHSIM HC HCKIIIOUACT POXKICHUS peOCHKAa ¢ WHBIMH, Oosiee PCIKUMHU
XPOMOCOMHBIMH OTKJIOHEHHUSIMU JTHOO TEHHBIMU OOJIC3HIMHU.

Nudopmupyem Bac, 4T0 B HEKOTOpPHIX ClydasX pe3yjbTaT HEWHBAa3MBHOTO
[IpeHaTaNbHOro TeCTHpoBaHus (onpeaeneHus BHekierounod JIHK miona mo kpou
MaTtepyv) MOXET ObIThb HEBAIMIHBIM, TO €CTb JadopaTopusi HE MOXKET
€ro MHTEepPIPETUPOBATH M3-3a HU3Koro ypoBHs /IHK mnona B kpoBu OepemeHHOU
(menee 3,5 —4 %) Uy 0o ApYyruM MIPUYHHAM.

I[Jlﬂ MAMUEHTOKR I'PYIIIbLI BLICOKOT0 pPHUCKA 110 XpOMOCOMHOﬁ AaHOMAJINM,
HAaCTPOCHHBIX HA NMPOBEACHUEC HEMHBAZUBHOIO IIPEHATAJIBHOT0 CKPUHHMHT A

VBakaeMas narnueHTka!

IIo pesynbpratam nposeacHHOro Bam npenaranbsHOro ckpuHuHra I tpumecTpa
PUCK AN MIIOJA MO XPOMOCOMHOM aHOManuu (TpUcoMHUHU Mo Xxpomocomam 21, 18,
13) — BeICOKHI. DTO ABISETCS MOKAa3aHUEM K MHBAa3MBHOM MTPEHATAIbHON JUATHOCTUKE
(UII1d). Tonbko 3TOT METOA MOXKET MOATBEPINTH WIM HUCKIIOUYHUTH XPOMOCOMHYIO
AHOMAJIMIO Y TUIOJIA ¢ MAKCHUMAJIbHOW TOYHOCTBIO. OnHako y Bac ecTh BO3MOXKHOCTB
MIPOMTH HEMHBA3UMBHOE MpPEHATAIbHOE TECTUPOBAHUE (OMpEeNeSICHHEe BHEKJIECTOYHOM
JHK mioga no kpoBu Matepu), KOTOPhIN TaKKE SBJISIETCS CKPUHUHTOBBIM METOJIOM,
OJIHaKO o0nagaeT 0ojee BLICOKON UyBCTBUTEILHOCTHIO U OCHOBAH Ha UCCIEIOBAHUU
JAHK mioHOro npoucxoXaeHusl, MOCTYNAIOIIEH B MATEPUHCKUN KPOBOTOK.

[To pe3ynbpTaTy HEMHBA3UBHOT'O MPCHATAIIBHOTO TCCTUPOBAHUS (OTPEICICHUS
BHekietouHon JIHK 1utona mo kpoBu Matepu) puck XpoOMOCOMHOM aHOMAJIMHU Y 11012
MOXXET OBITh BBICOKMM WJIH HH3KHUM. Ecium 1o pe3yiapTraTaM HEHWHBA3WBHOTO
IIpCHATAJILHOIO TecTUpoBaHus (ompeacineHus BHekieTouHou JIHK 1miona nmo xposu
MaTepr) OTMEYAETCS BBICOKUHA PUCK XPOMOCOMHOW aHOMajiauu, To moutu B 90 %
CJIy4aeB MaTOJIOTHs OATBEPKAaeTCs nocyie nposeacHus NI/,

HeunBasuBHoe TmpeHaTalbHOEC TeCTUpOBaHUE (OMpeneNeHue BHEKJIETOUHOMN
JHK mioga mno KpoBH MaTepw) HE SBJISETCA aJbTEPHATHBOM MHBA3MBHOM
peHaTanbHOU auarHoctuke, nokasanus k WUIIJ[ y Bac coxpanstoTcsa naxe B ciiydyae
HHA3KOTO pHUCKa MO JaHHbIM HEWHBAa3UBHOTO IMPEHATAJIBHOTO TECTUPOBAHUS
(onpenenenusa BHekseTouHod [IHK mioga mo xpou matepu). Kpome Toro, HU3Kui
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puck no cuaapomam Jlayna, OnBapaca u [latay He uckimodaer poxjacHus peOCHKa
¢ apyrumu, 0ojiee PEIKUMH XPOMOCOMHBIMH TATOJIOTHSIMH, a TaKXKe C TCHHBIMU
3a00JIeBaHUSMH.

Bompoc o meobxogumoctu mipoBeaeHus MIIJ[ Oyner moBTOpHO 00CYy)AaThCs
¢ Bamu BpauaMu akyuiepoM-ruHeKoJIoroM U BpauyOM-T€HETUKOM.
B HexkoTOpbhIX ciydasx pe3yJbTaT HEUHBA3HUBHOI'O MPEHATAILHOIO TECTUPOBAHUS
(onpenencuus BHekierounod JHK mimoga mo KpoBM MaTepH) MOXKET OBIThH
HEBAIMJHBIM, TO €CTh Ja0OpaTopus HE MOXKET €ro HHTEePIPEeTUPOBAThH
u3-3a Huszkoro ypoBHs JIHK mmona B kpoBu OepemenHoi (menee 3,5 — 4 %)
WM 110 IPYTUM IPUIHHAM



