["ocymapcTBeHHAas! perucTpaLys
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MUHUCTEPCTBO 3PABOOXPAHEHUA
KAJIMHUHIT PAJICKOU OBJIACTH

NPUKA3

22 ampenst 2026 r. Ne 297
Kanunuurpan

OO0 opraHu3anuu NpoBeJeHUs] HCHHBA3UBHOIO NPEHATAJIBHOI0 TECTHPOBAHUS
B paMKax 06a30Boii mporpaMmMbl 00513aTeILHOI0 MEJMIHHCKOI0 CTPaX0OBaHUS
B Kasimuunrpaackoi obJiactu

B cootBercTBUM ¢ mocraHoBieHueM [IpaButenscTBa Poccuiickon Peneparuu
ot 29 nexabps 2025 roma Ne 2188 «O IlporpamMme rocyapCTBEHHBIX IapaHTHH
GecIIaTHOrO OKa3aHHUs IpakJaHaM MeAULUHCKON oMoy Ha 2026 roj U IIaHOBbIH
nepuon 2027 u 2028 ronos» (raasa V), mpukasom MunucrepeTBa 31paBOOXpaHEHU
Poccutickoit @eneparum ot 19 nexadpst 2025 rona Ne 7478 «O Ilopsuke okasaHus
MEIMIMHCKOM ITOMOIIIH IO MPOQHIIIO «aKyLIepCTBO U THHEKOIOTH», METOAUIECKIUMHU
peKOMEHIAIMsIMU 110 MPOBEJECHUIO HEWHBA3MBHOIO IIPEHATAILHOrO TECTHPOBAHUS
(onpenenenuss BHekiterounod JHK muoga mo kpoBum Marepu), HalpaBieHHBIMH
nuckMoM MuHHUCTEpCTBa 3apaBooxpanenus: Poccuiickoit @enepanun ot 27 despas
2026 roma Ne 15-4/4/2-3365, pyKOBOACTBYSICH IIOAMTYHKTOM 6 IyHKTa 15 IlomoxeHus
0 MunucrepcTBe 37apaBoOXpaHeHHs KaauHUHIpaICKOH 00IacTH, yTBEPIKIAEHHOTO
nocradoienueM IIpaBurenscTBa Kamnuuarpaackoi obnactu ot 11 mas 2010 roma
Ne 311 «O Munucrepcetse 3apaBooxpaneHuss KaauHUHTpaJCKOl 00lacTh», B LENIX
VIyUIeHds. PAHHEM MArHOCTHKA XPOMOCOMHBIX M HAcIeICTBEHHBIX 3a00JIeBaHMi
y pebenKa, CHIDKEHUS U MPeJOTBPaLIeH s ClIy4aeB [IepHHATATIbHON U MIIaJIEHYECKOM
CMEPTHOCTH IO INPUYMHE XPOMOCOMHBIX AaHOMAIMi W BPOXKICHHBIX ITOPOKOB
pasBUTHs, CHIKEHWs WHBaIMmM3amu y geredl B Kamununrpaiackod obmactw,
NpHUKAa3blBalo:

1. YTBEepaUTSH:

1)  MepompusiTWs O  OpPraHM3alUU = IPOBEJIEHHS  HEWHBAa3UBHOI'O
IIpeHaTalbHOro TecTupoBaHus (onpenenenus BHeknerounor IHK rmmona mo xposu
Matepr) B KaluHUHTPpaICKOM 001aCTH COTIACHO MPUIIOKEHUIO Ne 1;

2)  MapLIpyTHU3aLHIO NalUEeHTOB u perjiiaMmeHT HarpaBJIeHUs
Ha HEMHBA3UBHOE NpEHATaIbHOE TeCTHpOBaHUE (ompejeneHus BHeknerouHod JIHK
IUIOJI TI0 KPOBU MaTEPH) COTVIACHO MPUIIOKEHUIO No 2;

3) cxeMy  KOHTHHIEHTHOM  MOJENM  BHEOPEHHWs  HEHHBa3HUBHOIO
IpeHaTalbHOro TeCTHpOBaHus (onpeneneHus BHeknerodnoi JIHK moma mo xposu



MaTepH) COTTIaCHO MPUIIOKEHUIO Ne 3;

4)  wHGOPMHpPOBaHHOE  COIJIaCHe Ha  OCYILIECTBIEHHE  0OpaboTKU
MIePCOHATBHBIX TAHHBIX 110 OpMe COTTACHO MPUIIoKeHUIo Ne 4;

5)  wuHbOpMHpOBaHHOE  JIOOPOBOJIBLHOE  COIJIaCMU€ Ha  IIPOBEACHHE
HEWHBA3WBHOTO IIPEHATAIBHOTO TECTHUPOBaHUS (ONIpeleNieHus BHEKJIETOYHOH
JHK mona mo kKpoBH MatepH) o opMe COrIacHO NpUIoxKeHHIo Ne 5;

6) OTKa3 OT IpOBeJeHUS HEWHBA3UBHOIO IMPEHATaJbHOI'O TECTHUPOBAHMUS
(onpenenenus BHekierouno JIHK mioma mo xpoBu Matepr) no ¢opMe corjacHO
npujioxeHuto Ne 6;

7)  akT mpuema-mepenadyu 00pas3LoB KPOBHU I IPOBEACHUS HEMHBA3UBHOIO
IpeHaTabHOr0 TecTUpoBaHus (ompeneneHus BHekinerouHod IHK minoma mo kposu
MaTepH) 1o Gpopme corjacHo mpuioxeHuro Ne 7;

8)  maboparopHOe 3aKIIOUeHUE MPOBEICHNS HEMHBA3UBHOIO IIPEHATAIBHOIO
TecTupoBanus (onpenaenenus BHekinerounoi JIHK miona no xposu MaTepu) o popme
COTJIaCHO MpuioxkeHuIo No §;

9) mamaTKy i1 Bpauei-aKyIIepoB-THHEKOJIOTOB,  HEO0OXOIUMYIO
K HCIIOJIB30BAHUIO IPU KOHCYJBTUPOBAHWM IAlIMEHTOB IIepell IIPOBEINEHUEM
HEHWHBa3MBHOTO ITPEHATAIILHOTO TeCTHpPOBaHUs (omnpexaeneHus BHexieroyHor [JHK
IUTO/Ia TTI0 KPOBH MaTepU) COTIacHO MpuiioxeHuto Ne 9.

2. PykoBomuTensM = TOCYAapCTBEHHBIX  MEIWLUMHCKHX  OpraHHU3aluil
Kanununrpanckoit obnactu:

1)  opranuzoBaTh paboTy MO MPOBEAECHUIO HEMHBA3UBHOI'O IPEHATAIILHOIO
TectupoBanus (onpenenenus BHekierounor JIHK mnozaa mo kpoBu MaTepu) COIrJIacHO
TIPUIIOKEHUSIM;

2)  obecrieyuTh JIUYHBIA KOHTPOJIb 33 COOJIOAEHUEM YTBEPXKIECHHOMN
MapUIpyTH3allMd TMPOBEACHUS HEWHBA3MBHOIO IIPEHATAJLHOIO  TECTHUPOBAHUS
(ompenenenus Baekierounoit JJHK mrona o kpoBu Marepn);

3)  obecrmeynTh MHGOPMUPOBAHUE HAaceNeHUs 00 OpraHM3alUuy IIPOBEIEHUS
HEMHBA3MBHOIO IPEHATATBHOTO TeCTUpOBaHMs (ompereneHus BHeknerodHon JHK
TUI0/ia M0 KpoBu Matepu) B KanuHUHIpaacKoi 06nacTH.

3. KoHTponbp 3a HCHONHEHHMEM  HACTOAILIETO IIpHKasa  BO3JIOXKHUTH
Ha 3aMECTUTENIi MHUHHMCTpa 3[paBooxpaHeHus KamwmHuHrpajackod —obyactu
['epuor O.b.

4. TTprka3 MoAJIeXKUT roCy 1apCTBEHHOM PErUCTPaIiH.

5. IIpuka3 BCTyIaeT B CHITy CO JHS €r0 O(QUIIHAIBHOIO OILyOIUKOBAHHS,

MuHHCTp 34paBOOXpaHEHHS

KanuauHrpaackoit 0baactu C.B. Imutpues




I[MPUJIOXEHHME Ne 1
K npuka3zy MUHHCTEpPCTBA 3[paBOOXPAHECHHUS
Kanmuaunarpaackoit o6nactu
oT 22 ampens 2026 r. Ne 297

MEPOIIPUATHNUSA
N0 OPraHM3alyH NPoBeJeHNs] HEHHBA3HBHOIO NPEHATAJbHOI0 TECTHPOBAHUS
(onpenenenus: BHekaeTouHoi JJHK nnopa no kposu matepn)
B Kanunuurpaackoii o6.1actu

1.  MepomnpusTuss MO  OpraHU3allMM  IPOBEJEHHS  HEHHBA3UBHOIO
IpeHaTalbHOTO TecTHpoBaHus (ompenenenue BHeknerouHod JIHK mioxa mo xposu
marepu) (manee — HUIIT) B Kamunumarpanckoit obnactu (manee — MeponpusTus)
perynupyior nposenenue HUIIT B pamkax 6a30Boil mporpaMMel 00s3aTeIbHOIO

MeIUIMHCKOro cTpaxoBanus (manee — OMC), ompemenstoT MOPSIOK 0TOOpa
nanuenToB U Hanpasienus Ha HUIIT, opopMienus MEAUIIMHCKON JOKYMEHTALIUH.
2 HUIIT — BBICOKOTOYHBIM CKPUHUHIOBBIA METOJ IIpEeHATaJIbHOMU

JTUArHOCTHUKH JJISI OLICHKU PUCKa XPOMOCOMHBIX aHOMAaJIMM, OCHOBAHHBIM Ha aHaM3e
BHekseTouHo# [THK B kpoBu OepeMeHHOH JKEeHIIUHEI.

3. IIpoBenenne HUIIT B pamkax 0azoBoi nporpaMmel OMC ocyliecTBIseTCs
JKEHIIMHAM B IIepHoj] OepeMeHHOCTH B cpoku 11 — 16 Hemens OepeMeHHOCTH
(3acTpaxOBaHHBIM JIMIIAM IO 00s3aTE€IbHOMY MEIULUHCKOMY CTPaxOBaHHUIO
B Poccutickort @enepannn) amOynaTopHO B paMKax IEPBUYHOM CIIELHAIU3UPOBaHHOM
MeINKO-CaHUTAPHOW ITOMOILIH.

4. Tlpoemenmro HUIIT B pamxax 06azoBoil mporpammel OMC mnonmexar
OepeMeHHBle  JKEHINMHBI w3  rpymnn  cpegero  (1:101  —  1:1000)
1 BeIcOKOTO (1:100 u BhIlIE) pUcKa (38 UCKIIIOUEHUEM CIIy4YaeB BBIABIICHUS IPU3HAKOB
IIOpOKa PasBUTHS TIJI0/IA) 10 pe3ysibTaTaM IIpeHaTaJbHOro CKpUHUHTA I TpuMecTpa.

HUIIT mosxeT OBITH MPOBEEH, B TOM YHCJIe, TP MHOTOIIJIOTHOM O€peMEHHOCTHI
(He OoJiee IBYX IJIOJIOB).

5. IlporuBonokazanus nis npumenenuss HALIT:

1) cpok OepemeHHOCTH MeHee 11 Hezens;

2) MHOroIIoAHass OepeMeHHOCTH (Ooyee IByX IUIOZOB), B TOM YUCIIE CUHAPOM
«ucye3arolero OJU3Heay Wik 3aMeplias 0€peMEeHHOCTS;

3) HaJIMYUe OHKOJIOTHYECKOTro 3a00JIeBaHUs y O€pEMEHHOH JKEHIIUHEI,

4) HemaBHHE MEIHWIIMHCKHE BMeEIIATENIbCTBA y OEpeMEHHOM  >KEHIIUHBI
(TepenuBaHUEe KPOBH, TPAHCIUIAHTALIVSI OPTaHOB);

S) Haguyue IOKa3aHWUM K HWHBA3UBHOM IPEHATAIBHOM JUArHOCTHKE
[P OTCYTCTBUHU IIPOTUBOIIOKA3aHUN K HEH;

6) HaJgu4KMe CTPYKTYPHBIX aHOMaJUH (TIOPOKOB Pa3BUTHUA) IJIOJA IO JAHHBIM
yJIBTPa3ByKOBOT'O UCCIIEIOBaHUS TIOJa B paMKax peHaTalbHOI0 CKpUHHUHIA,

7) OTATOILIEHHBIA aHaMHE3 110 I'eHeTHYeCKU AETePMUHUPOBAHHOM IAaTOJIOrHH
(ycTaHOBJIEHHOE HOCUTEJICTBO XPOMOCOMHBIX aHOMAJIMH MIIX HOCUTEIIECTBO MYy TallUi
MOHOI€HHOT0 3a00JIeBaHus Y OepeMeHHON /UM ee CyTIpyTa).

6. Orpannuenus npumenenust HAUIT:
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1) Merox He mpeaHa3HaueH Jisl BbIsIBJICHUs cOalaHCUPOBAHHBIX CTPYKTYPHBIX
aHOMAIIMA  XPOMOCOM, TOJMIIOUANH, MOHOIEHHBIX M JPYI'MX TeHETHYEeCKHX
3a00JIeBaHKMI I1J10/1a, HE CBSA3aHHbIX C aHEYIJIOUIUIMU;

2) He pEeKOMEHIyeTCsl HCIONb30BaTh I BbISBIEHHS XPOMOCOMHBIX
MUKpOJENIeUI/MUKPOYIUIMKAUMi  (Hanpumep, cuHapoma jeneuun 22q11.2 —
cunapoma Jlu JHKopmku) B CBSA3M ¢ HELOCTATOYHON BalUINPOBAHHOCTBIO,

3) wuccienoBaHuWe He IIpeJiHA3HAUYE€HO JJISi CKpUMHMHIA HOCUTEJIbCTBA
ayTOCOMHO-PELECCUBHBIX MyTalUi y OepeMeHHOMN YKEHIIMHDI:

4) mpuMeHeHre MeToIa OTpaHIUeHO Ha cpoke OepeMeHHocTH MeHee 10 Hefens;

5) B psime ciy4yaeB Ha IPOBEACHWE HUCCIENOBaHUs MOXKET BIMITH HaJIU4ue
B marepuHcKoM KposoToke JIHK 3amepuuero moxa (CHHAPOM «HUCUYE3aOUIETO
Onu3Heua»);

6) pe3yinbTaThl KCCIIEJOBAHUSI MOTYT 3aBHCETh OT HaHM4Ms y OepeMEeHHOM
JKEHILLMHBI OIIYX0JIEBOI0 3a00JIeBaHUSI, B TOM UKCIIE JOOPOKa4YECTBEHHOIO;

7) TpoBeaeHHe WCCIENOBaHUsI OTPaHUYEHO IIPU HHAEKCE MAacChl Tela
OepeMeHHOM xeHUIMHb! Oonee 30 Kr/M?;

8) mpoBeleHNWE HCCIEIOBaHUS MOTYT 3aTPYIHSITh OCOOEHHOCTH KapHOTHITA
Marepu (HampuMmep, Hanuuue kapuotuna 47,XXX), Mo3aulM3M B COMATHYSCKUX
KIIETKaX y IJ0Ja, B IUIalleHTe WM Yy Marepd (Hampumep, MO3aWYHBIA BapHaHT
xapuorumna 45,X);

9) nposefieHHe HCCIIeIOBAHUS OIPAaHUUYEHO [10C/e NEPEAUBAHUS AJIOTEHHOU
KPOBH, Tepaliy allJIONeHHBIMU KJIeTKaMM, TPaHCIJIAHTAlUMKM OPraHOB MJIM KOCTHOIO
MO3ra.

7. Ocnosanuem ans mnposenaenus HUIIT 3a cuer cpenctB OMC sBisercs
Hanuuue aercreyromero noiauca OMC.

Ha pykwm namuweHTke HEOOXOAWMO BBIIATh HalpaBle€HHE YCTaHOBJIEHHOI'O
obpasua (popma 057/y, yTBep>keHHas MpHUKa3oM MUHUCTEPCTBA 3APAaBOOXPAHEHUS
Poccuiickoit @eneparuu ot 02 centsiops 2025 roga Ne 5198 «O6 yTBepiKIeHUH
yueTHOM GopMmbl «Harmpapierue njsi oOKa3aHUs MEIULUHCKOM IIOMOIIM» U IOpsAKa
ee BEICHU ).

ITepen Boimauedt Hampasienus Ha HUWIIT HeoOxomumo  yOemuThes,
4yTo cpok jeictBus momuca OMC manuMeHTKH COCTaBJIeT €Ile He MeHee 1 mecsna
Ha MOMEHT BBIJIauX HaIIpaBIEHUS.

Jlnst manuenTok, He uMeromux nonuc OMC (B TOM 4Yuciie BOEHHOCTYKaIIUX,
corpygaukos Y®CHUH, nonunumu, Pocreapmum u mpodee) nposenenune HUIIT
OCYLIECTBIIETCS. B paMKax JOTOBOPHBIX OTHOIIEHHUH C OpraHM3alUel, IIPOBOJIIIEH
uccienosanne HUIIT (manee — opranm3zanus VIcronHuTeNs).

8. OcHoBHBbIe ycinoBus npumenenus HUIIT:

1) Haguyue y opranusauuu VicrmosHWTENs IULEH3UH, peaycMaTprBatoLIen
BBIITOJTHEHUE PaboT (yCiIyr) o 1abopaTOpHOU FEeHETHKE;

2) 1oOpPOBONBHOCTH TPOBEACHUSI UCCIIEIOBAHNU,

3) manuure WHOOPMHUPOBAHHOTO q0OpoBosNbHOTO cornacus Ha HUIIT,
IOJIITMCAHHOT'O B XOJe IPEeATeCTOBOTO KOHCYJIbTUPOBAHHS,

4) Hamu4#e pe3yJabTaToOB YJIbTPa3BYKOBOI'O HCCIIE[OBAHMS IUIOAA C JaHHBIMHU
00 aKyIIepCKOM eCTallMOHHOM CpOKE, MOATBEPXKICHMUH YKU3HECIIOCOOHOCTH ILIOAa
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(Hanuuue  cepaueOHeHns), YTOYHEHWHM KOJHMYecTBA IUIOAOB  (OJHOILIOAHOM
OepeMeHHOCTH Wi 6EPEMEHHOCTH JIBOMHEH ), XOPUAIbHOCTH B ClIy4ae OEPEMEHHOCTH
JIBOMHEH.

9. Tlepen wHCClIeIOBaHMEM IMAlMEHTKA IODKHA OBITH NPOUMH(OPMUpPOBAaHA
0 TOM, 4TO:

1) HUIIT He 3aMeHsieT AUArHOCTUYECKUE HHBA3UBHEIE TECTHI,

2) B clydae YCTaHOBJIEHHUS BBICOKOI'O pHCKa XPOMOCOMHBIX HapyIIECHHH
¢ mnomompo HUIIT nHeobxomuMo TMpoBefeHHE WHBA3UBHOW IIPEHATaJIbHOH
JTUATHOCTHUKHY,

3) HUIIT He IpeaHa3HaA4YeH TS BEISIBJIEHUS
MHUKpPOJIeIeLNA/MUKPOAYIUTUKAIUH, MO3aULU3Ma, IOJUIUIOUANH, CTPYKTYPHBIX
AHOMaJMM XPOMOCOM, MOHOTeHHBIX U JpPYI'MX TeHeTHYeCKHX 3aboyieBaHuUM,
He CBSI3aHHBIX C aHEYIUIOUAUSMU;

4) Mpud HAIMYMHM B CEeMbe paHee BBIABICHHBIX CJIy4aeB HACIENCTBEHHOM
[IATOJIOTHHA MOXKET TMOTpeOOBaThCsl Ha3HAUeHWEe WHBIX BUIOB MCCIENOBAHUMA
WIN TPOBEJICHWE HHBA3WBHOM IpEHATaJbHOW JMAarHOCTUKH C LEIBIO HUCKIFOYCHIS
KOHKPETHBIX 3a00JIeBaHUN; B 3TOM ciiy4ae ceMbe HE00X0IUMO
IPOKOHCYJIBTUPOBATECS C BpaUOM-IE€HETUKOM,;

5) HUIIT moxpa3ymeBaeT TOJIBKO HCCIelOBaHWE HAa HalM4yde aHEeYIIOHMOUN
o 13, 18 u 21 xpoMocomawm;

6) oTcyTrcTBHe y Iuioga HapymeHuil mo ganHsiM HUIIT He rapanTupyer
OTCYTCTBHE aHEYIUIOWJUN KaK I10 UCCIEeNOBAHHBIM, TaK M II0 JAPYTHM XpPOMOCOMaM.
HauGoipinas TOYHOCTH MCCIAENOBAHHS JOCTUTAETCS IPU BBISBICHUM AHEYIUIOUIUMN
21-i wm 18-f xpomocoM, TOrma Kak TOYHOCTL BBISBJIECHHS TPHCOMHUHU
o xpoMmocome 13 — HuxKe;

7) nipu nojydeHun HeBanuaHbIX pesdyiabratoB HUIIT (Hanpumep, npu HU3KOU
noie saexneroyno# JIHK mioma B KpoBU MaTepy) yCTaHOBJIEHHE PUCKA XPOMOCOMHOM
[IATOJIOTMM MOJKET OKa3aThCs HEBO3MOXKHBIM; B JTOM Cllydae HeoOxoauma
KOHCYJIbTAllMsl Bpada-reHeTHKa U MPOBeeHNe IIepHHATaIbHOIO KOHCUINyMa Ha Oase
[ocynapcrBenHoro OrojpkeTHoro yupexiaenus (nainee — I'BY) Kamumnumurpanckon
obmactu «PermoHaNbHBIM MEepUHATAJIBHBIA LEHTp» JUIsl pELIeHHs BOIpoca
0 IIeJecOo00pa3sHOCTH MPOBEACHUS IIOBTOPHOIO HCCIENOBAaHMS MM IIPOBEICHHS
WHBA3UBHOM MpeHaTaJIbHON JUarHOCTUKH.

10. ITopsimox oopMIIeHHS] MEAULIMHCKON TOKyMEHTALUN:

1) nnsg mamueHTOK TpyHIbl BBEICOKOTO PHUCKaA II0 XPOMOCOMHOW aHOMAJHH,
UMEIOIMX TPOTHUBOIIOKA3aHUsl K WHBAa3sUBHOM IIpEHATaJbHOM  JUAarHOCTHKE
odopmiseTcss TPOTOKOJ MeprHaTagpHoro KoHcuiauyma I'BY KanunuHrpaickoi
obnactu «PervoHanbHbIN ITepUHATAIBHBIA LIEHTP», COTJIACHO KOTOPOMY:

- GepeMeHHOW J>KEeHIMHE IIpeloCTaBiIeHa IOJHas HMH(OpMalys O BBICOKOM
pUCKE XPOMOCOMHOW aHOMajuu y Iuiofa (TpucoMHM II0 Xpomocome 21/13/18)
10 UTOraM IIPEeHaTAIbHOrO CKpUHUHTA | TpuMecTpa;

- BBISBJICHBI MPOTUBOIIOKA3aHUsI K WHBA3UBHOM IIPEHATAJBHOM IMarHOCTHKE
B Bu/le (yKa3aTh KaKue MIPOTUBONIOKA3aHUs), BBULY YETO PEKOMEH/I0BAHO IIPOBEIEHUE
HEMHBAa3MBHOI'O IPEHATAJIBHOIO CKPUHUHTA,

- mamyeHTKa moapooHo o3HakoMieHa ¢ ocobeHHocTssMu HUIIT, mopsaxom ero
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IPOBEJIEHUS], OTpaHUYEHHEM MeTOZa, BO3MOXHBIMU pe3yJbTaTaMH M JalbHeUIIen
TaKTHKOM;

-  noiaydeHO HMH(DOPMUPOBAHHOE JOOpPOBOJBHOE COINIACHE IALUEHTKH
Ha IIPOBEJNEHHE HEMHBA3UBHOIO IIPEHATANbHOIO TECTUPOBaHMS (ONpENENeHHs
sHekeTounoi JIHK rutona mo KpoBU MaTepH);

-  [auueHTKa OporH(QOpMUpOBaHa O HEOOXOOUMOCTH CcHaTh  KpOBb
ga HUIIT B Teuenune 48 — 72 4yacoB ¢ MOMEHTa IIOIYy4YEeHHs HaNpaBICHUS
Ha HcclleloBaHue, HO He mo3nHee 17 Henens 0 nHel OepeMeHHOCTH;

- 3aIUTaHUPOBaHa MMOBTOpPHAs KOHCYJIBTALWs Bpaya-TeHeTHKa II0 pe3ylibraraM
HCCIIEIOBaHUS,

2) Ui TAldeHTOK TPYIIbl CpPeJHEero pHUcKa II0 XPOMOCOMHOM aHOMAaJIHU
odopMIISIETCS 3alIUCh B MEAULIUHCKYIO JOKYMEHTALHIO:

- TalMeHTKa MpouHGOPMHpPOBaHA O BO3MOXKHOCTH mposenenus HUIIT
JOIIOJIHUTENIEHO K MMpeHaTaJbHOMY CKpUHUHTY I TpuMecTpa;

- MOAPOOHO pa3bsCHEHbl OCOOEHHOCTH METOZd, YCIOBUS IIPOBEICHHS,
OrpaHUYeHHUs], BO3MOXHBIE UCXOABI U CBA3aHHBIE C IIPOLIELY PO PUCKH,

- IOJIyYeHO HMHQPOpPMHpPOBaHHOE JNOOpPOBOJBHOE COIJlache IMalUdeHTKH
WA MPeCTaBISIIONIEro NalueHTKy nuna Ha nposeaenune HUIIT;

- [anueHTKa OpouH(QOpPMHUpOBaHAa O HEOOXOOUMOCTH CHaTh KpOBb
Ha npoenenrne HUIIT B Teuenune 48 — 72 yacoB ¢ MOMEHTA IOJTy4YEHHUS HAIPaBICHU
Ha UcclleJoBanue, HO He mo3aHee 17 Hexensb 0 qHell 6epeMeHHOCTH;

- IJIAaHUPYETCs TIOBTOPHAsi KOHCYJIbTAllUs BpauOM-I€HETUKOM II0 pPe3yNbTaTaM
UCCIICOBaHUS,

3) Ui TalUeHTOK TPYIIBl BBICOKOTO PHUCKA 10 XPOMOCOMHOW aHOMAlluH|,
HactpoeHHbIX Ha mnpoBeneHue HUIIT odopmisercs 3axiroueHHe Bpada-TeHETHKa
Ha IIpreMe, COTIIACHO KOTOPOMY:

- OepeMeHHOM J>KEeHIIMHE MPeJOCTaBlieHa IOJHas HH(QOpMalMs O BHICOKOM
pUCKE XPOMOCOMHOM aHOMalud y Iuiofa (TpucoMuu mo xpomocome 21/13/18)
[0 WTOraM IIPeHaTAILHOrO0 CKpUHUHIa | TpumecTpa, BBHJAY 4Ye€ro IIpeaoKeHO
IIpOoBeAeHNEe NHBA3UBHOM IIPEHATAIBHON JUArHOCTHKH,

- odopmieH UHPOPMHUPOBAHHBIH OTKa3 OT IIPOBEIEHMs HMHBa3HMBHOMN
IpeHaTaJbHON JUarHOCTUKH,

- ManyeHTKa U3bsIBIIIa HacToHunBoe xenanue npoutu HUIIT;

- ¢ MamMeHTKOW mojapoOHO obcyxaensl ocodeHHoct HMUIIT, mopsmok ero
IPOBEJICHUs], OTPaHUYEHMs] METOJa, BO3MOXKHBIE pe3yJabTaThl W PHUCKH C HHUM
CBSI3AHHBIE;

- manweHTtka wuHpopMupoBaHa, uto nposenenue HUIIT wne sBnsercs
albTEpHATHBOM WHBAa3WBHOM MpeHATaJbHOW JOHMAarHocTHke. BHe 3aBUCHMOCTH
or pesynasratoB HUIIT mokasaHusi Al TPOBENCHUS WHBA3sMBHOHM IpEHATAIBHON
JUArHOCTUKU COXPaHAIOTCS;

- odopMiIeHO HWHPOPMHUPOBAHHOE [JOOPOBOJBHOE COIJIACHE ITAllMCHTKH
Ha IIpOBEJE€HHEe HEWHBA3WBHOIO MPEHATANBPHOIO TECTHUPOBaHMs (OIpeleNeH s
BHekJieTounoit JIHK mmona mo KpoBu MaTepu);

- IIanMeHTKa NpouH(OPMHUpOBaHA O HEOOXOAUMOCTH CHAaTb KpOBBb
Ha rpoeaerne HUIIT B TeueHue 48 — 72 4acoB ¢ MOMEHTA ITOJIYYCHHUS HAIPABICHUS



Ha WcclieoBaHue, HO He no3auee 17 Hemensb 0 nHel OepeMeHHOCTH;
- Ha3sHayeHa IIOBTOPHas KOHCYNbTallUs Bpada-reHeTHKa II0 pe3yibTaTraM
HcclieNOBaHUS.



[MTPHJIOXXEHUE Ne 2
K NpuKazy MUHUCTEPCTBA 31paBOOXPaHEHHS

Kannaunrpazackoit o6nactu
oT 22 amnpens 2026 r. Ne 297

MAPIMIPYTHU3ALNHUA
NANHEHTOB U perjaMeHT HalpaBJieHHsl HA HEHHBA3UBHOE NIPeHaTaJIbHOe
TectupoBanue (onpenesenusi BHeksaerounoii JJTHK niioga nmo kposu marepn)

l. IpenaTanpHas (IOpOIOBast) JUATHOCTHUKA HAPYIIEHUH pa3BUTHS peOeHKa
IIPOBOJUTCS B OTHEJICHUM aHTEHATaJbHOM OXpaHbl IuloZa I'ocynapcTBEHHOIO
OromketHoro  yupexaenus (mamee — I'BY) KanunHuHrpazackoil — obnactu
«PervoHangpHBI  IEpUHATAIBHBIA  LEHTP» BceM OEpeMEHHBIM > KEHIIUHAaM,
npoxuBaroiuM B KanmumauHrpanckoit obiactu, oOpaTHBIIMMCS 3a MEIULUHCKUM
HabJIroIeHuEeM 110 GEpEMEHHOCTH.

2. OlleHKa aHTEHATAILHOT0 Pa3BUTHSA IU101a (IPEeHATAIBHOTO (JOPOIOBOTIO)
CKpUHHHIra) mpu cpokax OepemenHoctd 11 Hemens 0 gHelt — 13 Hemenb 6 qHEH
(manee — mpeHatagbHBIA CKpUHUHT | Tpumectpa) u 18 Hexens — 20 Henenb 6 IHEH
(mamee — mpeHaTanbHBIH CKpuHUHT Il TpumecTpa) HpPOBOAUTCA B OTHEIEHUU
anTeHaTanbHON oxpasbl mmona I'BY Kamunuarpaznckoi obnactu «PermoHanbHBIN
NEpPUHATAIBHBIA LIEHTP.

3. ITo wroram pacuera HHIMBHAYAIBHOTO pHUCKA POXAEHHUS peOeHKa
C XpOMOCOMHBIMHM aHOMAIMSIMHU O€peMEHHbIE >KECHIIUHBI Pa3JesioTCs Ha IPYIIIbI
pucka:

1) rpyrima BEICOKOTO pUcKa POXKIEHHs peOeHKa ¢ XpOMOCOMHBIMU aHOMaJIMSIMH
1:100 u BeIIE (Hanee — rpymnma Beicokoro (1:100 u Beile) pucka);

2) rpyIma cpeIHero prucka poxaeHus pedeHKa ¢ XpOMOCOMHBIMH aHOMAaJIUAMHU
1:101 — 1:1000 (manee — rpymmna cpeadero (1:101 — 1:1000) pucka);

3) rpyrmma HHA3KOro prcKa POXICHUs peOeHKa C XPOMOCOMHBIMHU aHOMaIUsAMU
1:1001 u mHmke (manee — rpymma Huskoro (1:1001 u HKe) pucka).

3aKkirodYeHHe IO pe3yJibTaTaM pacyeTa HWHIWBUAYAJIBHOTO PHUCKA POXKIAECHUS
pebeHKa C XPOMOCOMHBIMM aQHOMAJIMSMM HAIpPAaBISIETCs JledalleMy Bpady
B MEIUIMHCKYIO OpPraHM3alMio, B KOTOPOH MPOBOAMUTCS HaONIOEHUE 32 TEYEHHEM
OepeMEHHOCTH, B TOM YHCIe, JUIs MOCIEAYIOIIero BHECEHHS B y4YeTHYIO (opmy
Ne 111/y-20 u B yuetHyro dopmy Ne 113/y-20, popmMa KOTOpBIX IpedyCMOTpeHa
npuioxxernsiMu Ne 2 1 Ne 3 x mpuxazy MuUHUCTepCTBa 34paBooXpaHeHus Poccuiickoi
®enepanmu ot 20 oxTsi6pst 2020 roma Ne 11301 «O0 yTBepkneHuu Ilopsaaka oxazaHus
MEIUIMHCKOM IIOMOIIM II0 MPOQHII0 «aKyIIepCTBO W THHEKOJOTus» (maiee
cooTBeTCTBEHHO — npuka3z Ne 1130m, yuetnast gopma Ne 111/y-20 u Ne 113/y-20);
a TaloKe B OTJeNIeHHe aHTeHaTalbHoM oxpansl mioga I'bY Kanununrpanckoi obnactu
«PeruoHanbHbIN NIepUHATATIBHBINA LIEHTPY.

< [Ipy HaMWuWKW  TOKa3aHMM  JUis  NPOBEAECHUS  HEUMHBA3UBHOIO
IpeHaTaJbHOro TecTupoBaHus (ompeneneHus BHekygerouHor JIHK miona mo xpoBu
marepr) (manee — HUIIT) (rpynma cpexuero (1:101 — 1:1000) pucka) He mosaHee
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48 yacoB ¢ MOMEHTA ITOJIyYeHHS pe3yIbTaTOB IPpeHATaAIBHOIO CKpUHUHTA | TpuMecTpa
OepeMeHHass O KCHIIMHA BBI3bIBACTCA HA KOHCYJBTAIMI0 K Bpavyy-TeHETHKY
CIIeMaTUCTAMH OTJEJIEHNs aHTeHaTalbHoW oxpaHsl mnona I'bY KanuHuHrpagckon
obnactu «PervoHanbHbIA NEPUHATAIBHBIA LEHTP.

S. Ha nmnpueme Bpau-reHetuxk [BY  Kanununrpagckoil  obnactu
«PervoHaIbHBIN NMepUHATAIBHBIN LIEHTP)»: ,
1) pasbsCHSIET MAalMeHTKe pe3yJbTaThl IPEHATalbHOIO  CKPUHMHIA

[ TpumecTpa;

2)  mpoBomHUT mpeArectoBoe KoHCynbTHpoBaHue 1o HUIIT B coorBercTBHU
C IaMSITKOM JIJIs1 KOHCYJIBTUPOBAHUSI AIlUEHTOB Iepe] NPOBENEHIUEM HEMHBA3UBHOTO
IpeHaTaFHOrO TecTUpoBaHMs (onpezeneHus BHekneroynor JHK mroxa mo kposu
MaTepH) COTJIACHO MPHIIOXKeHUIo Ne 9.

3)  DanueHTKa MOMIMChIBaeT MH()OPMHUPOBAHHOE NOOPOBOJIEHOE COIJIacHe
Ha OCyLIeCTBIeHHe OOpabOTKH MEepCOHANBHBIX JaHHBIX 10 (OpME COIacHO
npuioxeHuro Ne 4;

4)  malMeHTKa MOJINUCHIBAET WH(GOPMHUPOBAHHOE JOOPOBOJIBHOE COIJIACHE
Ha IpOBEJeHWE HEWHBA3UBHOTO MPEHATAJbHOTO TECTUPOBAaHUS (ONpeleleHHe
pueknerounod JIHK 1ioma 1mo kpoBM Marepu) 1O (OpME  COIVIACHO
npuiIoXkeHuro Ne 5;

5)  ¢opmupyeT U BblaeT HanpasineHune 1o ¢popme Ne 057/y, yrBepKaeHHOR
npukaszoM Mun#cTepcTBa 31jpaBooxpanenus Poceniickoit @eneparuu ot 02 ceHTAOps
2025 roga Ne 519 «O6 yTBepxaeHun yueTHOU Gopmbl «Harmpasienue 11 oKa3aHUs
MeIUIIMHCKOMN TIOMOIIIN» U TOPsIIKa ee BefeHus» (manee — popma 057/y).

Ilpu otkaze ot mnpoBenenuss HMIIT mnanmueHTka NDOANKMCHIBAET OTKa3
OT TPOBENEHHS HEMHBA3WBHOIO IIPEHATATBHOTO TECTUPOBaHMS (OIpeleseHus
Buexyierounoi JIHK 1mmoma mo KpoBH Marepd) 1O (opMe  COINIACHO
nprtoxeHuro Ne 6.

6. B cnydae ycraHoBieHHs Bbicokoro pucka (1:100 wm  BbIIIE)
[0 pe3yJibTaTaM IpeHaTaJbHOro CKpUHUHra | TpumecTpa OepeMEHHOHN >XEHIIUHE
OCYIIECTBISIETCS KOHCYJIbTalusl Bpauda-renetrika ['BY KanunmHrpanckoit obiactu
«PervoHalIbHBIM TepUHATAJBHBIA LEHTP» M peLIeHHs] BOIpoca O IIPOBEAEHUHU
WHBA3WBHOW NMpEHATATbHON JUArHOCTUKH U AJis B3siTusl KpoBu Ha HUIIT.

[lo moka3aHUSAM MPOBOTUTCS IMOBTOPHOE CKPUHUHIOBOE YIIBTPa3ByKOBOE
uccienoBanue [ TpuMecTpa U KOMIUIEKCHBIN pacueT MHAUBUAYAJIBHOIO PUCKA B LIENIX
MOATBEPIK/I€HUS TPYIIIBI BBICOKOTO PHUCKA.

[Tpu Hamu4MK MPOTHUBONIOKA3aHUH JIsI TPOBEICHUS NHBA3UBHOM NpeHaTalIbHOM
IUAarHOCTUKK HAa MOMEHT oOpalileHus i (WIH) B cliydae OTKa3a 6epeMeHHON JKEHITUHEL
OT TPOBEJCHUS MHBA3WBHOM INpPEHATAIbHOW AMArHOCTUKH, ITAIMEHTKE MPOBOIUTCS
KOHCYJIFTUPOBaHUE IO BO3MOXXHOCTSIM npoBeaenuss HUIIT.

7. B cnywae cormacus Ha npouenypy HHUIIT nauumeHTka MHOAIMCHIBAET
MH(OPMHUPOBAHHOE JTOOPOBOJIBHOE COIJIACHE HA OCYNIECTBIEHHEe 00paboTKu
MePCOHANBHBIX JAHHBIX 110 (GOpMe CoryiacHO mpuioxeHuo Ne 4 1 UHGOPMUPOBAHHOE
n0OpOBOJIbHOE  cOrjlacMe€ Ha IpPOBENEHHE HEUWHBA3UBHOIO  IIPEHaTalIbHOI'O
TecTupoBanus (onpeaenenne BHekneTounoi JIHK miona mo kxpoBu Matepy) o hopme
corjacHo mpuioxxeHuto Ne 5, B ciiydae oTKa3a — MOAMMCHIBAET OTKa3 OT MIPOBEACHUS
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HEMHBA3MBHOI'O IIPEHATAIBHOIrO TeCTHpOBaHMs (ompeneieHus BHeknerouxHod JIHK
JIO/a [0 KPOBU MaTepw) 1o GopMe COrNIaCHO MPUII0KEHUIO Ne 6.

8. Bsstue kposu Ha HUIIT ocymiecTBisieTcst B OTAEIEHUH aHTEHATAIbHON
oxpanbl wioga I'BY KanunuHrpaackoit obnactu «PernoHanbHbli MeprHATATbHBIN
LIEHTPY.

g, Bzstue  kpoBu Ha  HWIIT, Bximroyas  IOBTOpHOE  B3STHE

Ip¥ HEOOXOJUMOCTH, IPOBOAUTCSA He mo3fHee 48 — 72 4acoB ¢ MOMEHTa BblIadd
HamnpaBJIeHus! Ha cpoke 10 17 Heznens 0 nHel 6epeMEHHOCTH.

Bo3MOXHO MOBTOpHOE B3siTHE oOpasla KpOBU B Clydae IIOIy4IeHUS
HEBaJIMIHOTO pe3ysibTaTa y OepeMeHHbBIX KeHILUH, OOpaTHUBIIMXCA Ha MEPBHYHOE
hcciieoBaHue Ha cpoke He Oosee 16 Henens O qHE.

10. B cimyyae HeoOXOAMMOCTH IOBTOPHOI'O B3fATHs KPOBH IJIS NPOBEICHHUS
HHAIIT CIIeLIHaJIACThI OTHEJIEHUS aHTEHaTaJIbHOHN OXpaHBbI wioza
I'BY Kanuuuurpanckoir o6mactu «PermoHanbHbBIM — NEpUHATAIBHBIA  LEHTPY
MH()OPMHUPYIOT Jiedallero Bpada MeJUIMHCKON OpraHu3alyy, B KOTOPOH IPOBOANUTCS
HaOJII0JeHIE 32 TeYeHHEeM OepeMEeHHOCTH.

11. B3sstme Ouonoruyeckoro o6Opasua U €ero OTIpaBKa OCYIIECTBISETCS
B oprammsanyio, mposogsuryto ucciaenoBanue HMIIT (mamee — opraHuzanus
Wcnonnurens) B TedyeHwe 48 YacoB C MOMEHTa IONy4eHHs HMH(OpMAIWHY,
HO He ro3aHee 17 Henmenb 6 qHel GepeMEHHOCTH.

12. B cnydae oTka3a MalueHTKH OT [IOBTOPHOT'O B3ATHsI KPOBH IS IIPOBEJCHUS
HUWIIT noamuceiBaeTcs OTKa3 OT MPOBEAECHUS HEWHBA3MBHOIO IIPEHATaJIbHOIO
TecTupoBanus (onpenesienus BuekaerouHoit JJHK mona mo kpoBu MaTepH) o Gpopme
COrIacHO MpUIoKeHHUIO Ne 6.

13. BssTHme KpoBM  OCYIIECTBISIETCS. B  CIELUalIbHBIE  IPOOUPKH
co crabunusatopoM BHekierouHoit JIHK, oOecneunBaromue CTaOHIBHOCTH
BHekjeTouHoi [[HK B TeueHue He MeHee 72 4acoB.

XpaHeHHe M TpPAHCIOPTUPOBKAa  OHOMaTepuala  OCYIIECTBIIAIOTCS
B COOTBETCTBUHU C PEKOMEHAAUUSIME NpOoHM3BoIUTeNed (IIpU TeMIepaType He BBIIIE
24°C, 3aMOpa)KMBaHUE HE JIOIYCKaeTCs).

[TpoOupKu HOHKHBI OBITH IPOMAPKUPOBAHEI [0 B3SITUS MaTepuaa.

Ha MapKupoBKe [OJDKHBI OBITH yKa3saHbl: HICHTHUHUKATOp CyOBEKTa
1 MEIMIMHCKON OpraHu3allid, OCYUIECTBHBILETO B3sATHE KpPOBH; (DaMMIKA, UM,
OTYECTBO IAIlIMEHTa; JaTa ero pPoXKAeHUs; 1aTa B3ATUSI KPOBHU.

14. TpascnopTupoBKa bduomarepuana OCYILIECTBIISIETCS
u3 I'BY Kanuuumarpagckoir ob6nactd «PervoHanpHbId IEepUHATANBHEIM LEHTP»
B OpraHu3alnuio VcronHures.

15. OGpasery kpoBu OepeMEHHOH JKEHIIMHBl MOOIDKEH OBITh JIOCTaBIIEH
B opranu3anuio VcronHuTesnb He O3Hee 72 4acoB C MOMEHTA B3SATHU.

16. Kaxnprit obpasel; Owomarepuaia JOJDKEH  OBITH  JOCTaBlIEH
B MOJIEKYJISIpHO-T€HETUYeCKyro  Jiabopartoputo  opranusanuu  Mcnonnurens
mist npoBeaennst HUIIT B conpoBoXAeHUU 0043aTENLHOTO MaKeTa JOKYMEHTOB:

1) HanpaBJIeHKE Ha UCCIIeJOBaHKe YCTaHOBICHHOTro obpasua (dopma 057/y);

2) Komus mojiuca 00s13aTeNIbHOI0 MEJULIMHCKOIO CTPaXxOBaHus,

3) pe3ynbTaThl IpEeHATAJBPHOrO CKpUHMHIra I Tpumecrpa, BKIHOYas
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yIBTPa3ByKOBOE HCCIIEIOBaHWE U OLIEHKY KOMOMHHpPOBAHHOIO pacuera pHUCKa
10 XPOMOCOMHOM ITaTOJIOTUH Y IIIIOJA;

4) akT mpuema-nepenadr oOpasloB KPOBH [JIsi MPOBENEHHS HEWHBAa3UBHOI'O
IpeHaTaJbHOro TecThupoBaHus (onpezaenenus BHexierouHod JIHK mmoma mo xposu
MaTepH) 1o Gpopme CoryiacHO MpuUiIoKeHuro Ne 7.

17. Cpox BrInmonHeHus nabopatopnoro wuccienoBanuss HUIIT cocraBiser
He Oomee 14 KaleHmapHBIX JHEHM C MOMEHTa IIOCTYIUIEHUs Onomarepuaia
B MOJIEKYJISIPHO-T€HETUYECKYIO JabopaTopuio opranuzanuu VcnonHurens.

18. Pesynerater HUIIT nepenarorcss B OTHEJIEHHME aHTEHATaIbHOM OXpPaHBI
wioga ['bY Kanununrpanckoil obnactu «PervoHanpHbBI NEepUHATAIBHBIA LEHTPY
B 2JIEKTPOHHOM BHJE B T€Y€HUE 24 4acoB I10CIIE 3aBEPIICHUSA UCCIEN0BaHHUS.

19. CneumanvcTsl  OTHOENEHHUS  AHTEHATAJbHOM  OXpaHbl  IUIoJda
['BY Kanununarpaackoit obnactu «PeruoHanbHbIN IepUHATAIBHBIN LIEHTP» B TEYEHUE
24 gacoB nepefaroT HHPOPMALIMIO [10 MECTY HaOIIOAeHUsI OepeMEeHHOM.

20. B cnyuae otpuuarensHoro pesyisrata HUIIT nanepHelimee HaOnroneHue
OepeMeHHON  OCYLIECTBISIETCSI  BpadyoOM-aKyLUEpOM-TMHEKOJIOIOM II0  MECTY
NPUKPEIUIEHUs] MAlMEHTKH B COOTBETCTBHM C IMOPSAKOM OKa3aHUs MEIULMHCKOU
MIOMOIIH 10 MPOQUIIIO «aKyLIePCTBO U TMHEKOJIOTHUSD).

21. B cnyuae mnonoxutenbHbix pe3ynbraroB HUTII B Teuenme 48 dacos
CIIELMAINCTBl OTHEJICHHs] aHTeHaTalbHOM oxpaHbl mioga I'BY KamuauHrpaackoi
obnactn «PernoHanbpHBIM TIepUHATATBHBIA LEHTP» 00ecCleYyuBalOT MPOBENEHUE
KOHCYJIbTallUM Bpada-reéHeTUKa [JIsl pelleHUs] BOIpOca O MPOBEAEHUHM WHBAa3UBHOMU
MpeHaTalbHON AUArHOCTUKH.

22. Cxema KOHTHHI'€HTHOU MOJeIu BHEJIPEHUS HEUHBA3UBHOI'O
peHaTaJIFHOTO TecTUpoBaHus (ompeneneHus: BHekserouHo JHK mioma mo xposu
MaTepH) OTpa)keHa B NpuiiokeHuu Ne 3.



CXEM

[MTPUJTIOXEHHME Ne 3
K IIpuKa3sy MUHKCTEpCTBA 3APaBOOXPAHEHHUS

Kanuauarpanckoit o6mactu
ot 22 anpens 2026 r. Ne 297

A

KOHTHHI€HTHOH MO/Je/IM BHeIpeHHs] HEHHBA3HBHOIO NPEHATAJILHOI0 TeCTHPOBaHus (onpeaesieHus BHekaeTounoi JTHK
IJIOa MO KPOBH MaTepH)

Bepemennas

XCHIIIHHA

Otnenenue aHTEHATAIBHOM OXpaHHbI IJI0AA

I'BY Kamuuunrpazackoit obnactu «PernoHanbHbIi IepHHATAIBLHEIHA

HEHTP»

Opranusanus

/ Ucnonuurens

MEIUIIUHCKAsT OpraHu3aIus
HaOIroHaroIas 0epeMeHHYIO

A

A

4

Huskuii puck
(Menee 1:1000)

A 4

ITpenaranpHbIil CKpUHUHT | TpEMecTpa

A

y

Bricokuii puck
(6omee 1:100)

y

Ha6monenue Bpauda-
aKyIepa-THHEeK0JIOora,
KOHTposb Y31

£

Hwu3kuii puck
(meree 1:1000)

[IpunsaTue pemeHus
BOIIPOCA O IPOBEIECHUH
WHBa3UBHOU
IIpHEHATaIBHOM
JIUarHOCTUKHU

24 vaca

(oT 1

Cpennuii puck

:100 mo 1:1000)

48 gacosB

48 — 72 vaca

IIpoBenenune HUIIT
Ha xpoMmocomsl 21, 18, 13 »e
boneeld gueii.
CocraBieHue 3aKIFOYEHUS

24 yaca

Bri3oB 0

B3ATHE OHUOJIO

€PEMEHHOMN JKCHIINHBI,

npenrecroBas KoHcynpTanus Ha HAIIT,

THYECKOro obpasna (KpoBb)

H €T0 OTIIpaBKa, BeIIa4ya HaIllpaBJICHHUSA

Ilepenaya 3aKmodeHus
B OTJEJICHHE aHTE€HATaIbHOM
oxpassl oga 'bY
Kanununrpazackoit obmactu
«PernoHanpHbIM MepHHATAIBHBIH
LEHTP»

Koncynbramuu Bpaua-reHeTuka Iis

pelIeHus BOIpoca O IPOBEACHUH
HMHBa3UBHOM IIpeHATaIIbHOU
IIpHEHATaIbHON IUarHOCTUKHU

A

48 yacos

Bricokuii puck
(menee 1:1000)




[TPMIJIOXEHHME Ne 4
K Npuka3zy MUHHACTEPCTBA 3IpaBOOXPaHEHHUs
KanuauHTpazckoil obnactu
ot 22 ampens 2026 r. Ne 297

®opma

WudopMupoBaHHOE cOrJIacHe Ha OCylllecTBJIeHHe 00pabOTKH MepCcoHaTbHBIX
AAHHBIX

4,

(amumus, ©Msl, OTUYECTBO (IIPH HAJMYHH) MIOJTHOCTHIO)
« » roja poXXACHHUsI, 3aperUCTPUPOBAHHAsI 10 aJ[pecy:

(ampec perucTpanuu rpaxJaHuHa)

DTOT paszen OJlaHKa 3aIl0JHAETCS TOJNLKO Ha JIMI, He JOCTUTIINX BO3pacTa 15 ner,
WJIM HEJIEeCIIOCOOHBIX TPaXKIaH:
A,

(pamunus, ums, omuecmso (ApY HANUYUL) NOTHOCBIO, OAMA POJICOCHUS NOIHOCbIO)

SIBJISIFOCH 3aKOHHBIM IIPEACTAaBUTCIICM (MaTB, oTell, YCBIHOBUTEIIb, OIICKYH,
HOHGT{HTCHB) pe6eHKa WIK J1M1a, IIPpU3HaHHOI'O HGIIGCCHOCO6HBIM

(pamunus, ums, omuecmeo (npu nanuyuy) pedenka il HedeechocooH020 epaNcOanHuHa
NONHOCMBIO, 0ama PoACOeHUS. NOIHOCIbIO)

OATBEPXKAar0, 4YTO A0 CBOE COIVIACHC Ha o6pa60TKy MOHMX IICPCOHAIBHBIX JaHHBIX
glepCOHaﬂbHBIX JAHHBIX IIPEeACTaBIAEMOI'O MHOLO J'II/II_[a) B OpraHu3alunu
CIIOJIHUTCIIC

(Ilonnoe naumenosanue MeOuyuHckou opeanusayuu Hcnonnumeiis)

B IelsSX OKa3aHus MEIULUMHCKOH YCIyrH II0 NpOBENEHHIO HEHMHBA3UBHOIO
IpeHaTajbHOro TecTupoBaHus (onpexenenus BHekneroynou JHK miona mo KpoBH
MaTepy) TIPH YCJIOBUH, YTO 00pabOTKa IEPCOHAIBHBIX JAHHBIX OCYLIECTBISECTCH
UMM, [PO(QECCHOHATBHO 3aHUMAIOIIMMUCS  MEIULIUHCKOM  eSTeIbHOCTBIO
¥ OOS3aHHBIMH B COOTBETICTBMH C 3aKOHOJAATeNhCTBOM Poccuiickoit Pemepanuu
COXPaHATh BpadeOHYI0 TallHy IO CIeIyIOUIeMy IEPEYHIO MePCOHATBHBIX AaHHBIX:
bamunus, ¥Ms1, 0TYeCTBO (TIOCTIenHee — NP HAMYUK), TI0JI, laTa POXKIACHHUS, MECTO
POXKIEHNUS, TPaXJaHCTBO, JaHHbIE JOKyMEHTa, YJIOCTOBEPSIOIIETr0 JUIHOCTh, MECTO
JKUTENIBCTBA, MECTO PETHCTPAIlH, CTPaxOBOW HOMED HHIAMBHIYAIBHOTO JHIEBOIO
cuyera, HOMep IT0JIUca 00sI3aTeIBHOI0 MEAULIMHCKOTO CTPaxOBaHUs 3aCTPaXxOBaHHOTO
WA, aHaMHe3, IMarHos, CBejleHuss o0 OpraHM3all¥M, OKa3aBlled MeIUIMHCKHE
YCIYTH, BUJ OKA3aHHON MEIMLMHCKON ITOMOIIY, YCIOBMS OKa3aHWs MeIULUHCKOH
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TIOMOILIH, CPOKK OKa3aHWs MEJULIHUHCKONW IIOMOILH, 00BEM OKa3aHHOW MEIMIIMHCKOH
IIOMOILIA, pPEe3yJNbTaT OOpalleHus] 3a MEJUIMHCKOM IIOMOINBIO, CepHs M HOMEp
BBIJAHHOIO JIMCTKA HETPYIOCHOCOOHOCTH (TP HAJIWYHHK), CBEJEHUS 00 OKa3aHHBIX
MEUIIMHCKUX YCIyraxX, IpUMEeHEeHHbIe CTaHJapThl MEAULIMHCKON IIOMOIIHX, CBEICHHS
O MEIUIMHCKOM paboTHHWKE WJIM MEAWLUHCKUX pabOTHHMKAX, OKa3aBIIHX
MEeJULMHCKYIO YCIyTy, MOU ()OTO- M BHACOM300pa)KEHHUs], a TakK e (HOTO U BHUIEO
U300paKEHHsT JIMIA, MPEICTaBUTEIeM KOTOPOrO s SBJAIOCH, IOIyYEHHBIE C IENbI0
OKa3aHusg MeguIuHCcKoM momory. [Ipegocraisito opranuzanuy MCIIONMHUATENIO IPaBo
OCYIIECTBIATh BEJCHUE MEePCOHU(UIUPOBAHHOIO YydeTa IIpU OCYIIECTBICHUH
MEIUALUHCKON IesaTelbHOCTH. B cimydae ecnu opraHuzanus McrnonHurtens MopydquT
06paboOTKy IMEepPCOHANBHBIX JaHHBIX JApPYroMy JHIy, OTBETCTBEHHOCTh TIepen
CyOBEKTOM IePCOHATIBHBIX IAaHHBIX 3a AeUCTBUS YKa3aHHOI'O JIUIla HECET OpraHm3aIHs
Ucnonnurens. Jlumo, ocymiecTBisiomee o00paboTKy MNEPCOHANBHBIX —JaHHBIX
o (MepCoHaJbHBIX MaHHBIX IPEACTABIIEMOr0 MHOIO JIMIa) B TEYEHHHM CpOKa
XpaHEHHs] MEIUIMHCKON KapThl aMOynaTopHOro 06onpHOro ((opma MeIUIHHCKOH
nokymentauuu Ne 025/y) nmBamuate mnsath Jer. OcTaBnsdio 3a coOoM Ipaso,
Ha OCHOBaHMHM 4. 5 cT. 21 ®enepanbHoro 3akona ot 27.07.2006 Ne 152-®3
«O TepcoHaNbHBIX JaHHBIX)» OTO3BAaTh CBOE COrylache Ha 00pabOTKy MEpCOHABHBIX
JAHHBIX IIOCPEACTBOM COCTaBJIEHUSI COOTBETCTBYIOLIENO IHCHMEHHOIO 3asBICHUS,
KoTopoe OyJeT Bpy4eHO JMYHO IIOJ PAacIHUCKy IIPEICTAaBUTEIIO OpraHu3aluu
McrnonHuTenss WIM HampaBieHO B agpec opraHuzauuu McnomHuTens II0 IMOYTE
3aKa3HEIM [IMCEMOM C YBEIOMJIEHUEM O BPYUYEHUH.

Sl ymOCTOBEpsIIO, YTO TEKCT MOEro HH(MOPMHUPOBAHHOIO COIJIACHS MHOKO
[pOYKTAH, MHE TIOHATHO Ha3HaYeHUe JaHHOTO JJOKYMEHTA, IOy YeHHbIC Pa3bsICHEHU
OT MEAUITMHCKUX PaOOTHUKOB IIOHSATHBI U MEHs Y OBJIETBOPSIOT.

(noonucw) (pamunus, ums, omuecmeo (Mpu HANUYUYU) 2PAdICOGHUHA UAU €20 3AKOHHO20
npeocmagumels)

« » 20 r.




I[TPUJIOXEHME Ne 5
K puka3zy MUHUCTEPCTBA 31paBOOXPAHEHUS

Kanununrpazackoi obnactu
ot 22 ampens 2026 r. Ne 297

®opma
NudpopmupoBaHHoe J00POBOJIBLHOE COIJIacHe HA NPOBeAeHHe HEHHBA3HBHOIO

NpeHaTAJLHOIo TeCTUpPOBaHus (onpeaenenus Buexyerouynoi JTHK nioaa
0 KPOBHU MaTepH)

(Damunus, UMs1, OTUECTBO (IIPY HAIMYUH) TOJIHOCTEIO)
« » roga poOXACHUSI, 3aperucTpupoBaHHas I10 anpecy:

(axmpec perucTpanuy rpakJjaHuHA)

OtoT paszen 6JaHKa 3aloHIEeTCs] TOJIBKO Ha JIMIL, He JOCTUIIIMX Bo3pacra 15 Jer,
UM HEJeeCIIOCOOHBIX TpaXxaaH: A,

(pamummsi, UMsl, OTYECTBO (IPU HAIMYKH) TOJTHOCTBIO, 1aTa POIKAEHUS IIOJHOCTEIO)

SIBJISIIOCH 3aKOHHBIM IpEeCTaBUTeNIeM (MaTh, OTELl, YyCBIHOBUTEIb, OIIEKYH,
[IOIIEYHTENH) pebeHKa UK JIULIa, IPU3HAHHOI'O HeJleeCIIOCOOHBIM

(pamutust, ¥MsI, OTYeCTBO (IIPH HATUYNH) peOSHKA WM HEAEeCI0COOHOro rpaKIaHuHa
IIOJIHOCTBIO, JaTa POIKICHHUS MOJTHOCTHIO)

Jato nHbOpMHUPOBaHHOE TOOPOBOJIBHOE COIVIACHE HAa OCYILECTBIEHHE CIIEMYIOIIEro
MEIUIMHCKOrO BMellaTelbcTBa (00CaenoBaHus) - IMpOBelIeHHe J1abopaTOpHOIro
uccienobanus «HewHBasWBHOE MpeHATabHOE TECTUpOBaHUEe (OIperneieHHe
sHeksieTouno# JIHK mioma rmo kpoBu MaTepu )» MeHs (IIpeACTaBIIsIeEMOro B

(TTonHOE HaMMEHOBaHHE MEIUIIMHCKON OPraHN3aIUH)
MemuinHCKUM pabOTHUKOM

(DOMKHOCTD, (haMUIIHs, UMSI, OTYECTBO ([P HAJTUYUH) MEHUIMHCKOIO pabOTHHKA)

B JOCTYIIHOM 1jIsi MeHs (opMe MHE pa3bsCHEHBI LENM U METOABI OKa3aHWUs
IpeUIOKEHHON MEeIUIIMHCKON IIOMOINM, CBS3aHHBIA C HHMMHU PHCK, BO3MOXXHBIE
BapUAHTHl MEIUIMHCKAX BMEIIATENBCTB (B3sSTHE KPOBU M3 BEHBI), UX IIOCIIEICTBUS,
B TOM WYHCJIE BEPOSTHOCTH PA3BUTHsI OCJIOXKHEHWH, a TaKXKe IIpearoiaraeéMbie
pe3ybTaTHL

S npounpopmupoBaH(a) o mopsiike U 00bEME IPOBEAEHUS MCCIIEIOBaHUS,



CpOKax TOTOBHOCTH pe3yJbTaTa M OlPaHWYEHHSX METOAUKH MPOBEICHUS
WCClIeOBaHMsT HEHHBA3UBHOIO IIPEHATANFHOTO TECTUPOBaHHUs  (OmpeleleHus
BHEKJIETOYHOU

JTHK muroza 1o KpOBU MaTEpH) M OCO3HAIO IMOKA3aHHUs K ero NPOBEACHHUIO.

Sl MmoOHMMAar, YTO C IIOMOINBIO MeTOoJla HEMHBa3MBHOIO IIPEHATAIBHOI'O
TectTrpoBaHus (ompesenenus Baeknerodnoi JHK mioga mo kposu marepu) OymyT
NpOBeJeHBl HKCCIIENOBAHMsI TONBKO B OTHowmeHuu Tpucomuu 21, Tpucomun 13
1 Tpucomun 18.

S mpouH(opMEpoBaH(a) PO BO3MOXKHOCTH JIPYTHX METO/OB NPEHATalbHOM
IWArHOCTUKA M OCO3HAl0, YTO HEWHBAa3HMBHOI'O IIPEHATAJIbHOTO TEeCTHPOBAHMS
(ompenenenus BHekierounodt JHK mmoma 1o KpoBu MaTepu) He 3aMeHseT
KOMOMHHPOBAHHBIA MpeHATANbHbI CKpHHUHT OepemeHHod B 11 — 13.6 Henmens
GepeMeHHOCTH ¥ MHBAa3UBHYIO IPEHATallbHYIO IUArHOCTHIKY B CIIy4ae BEICOKOIO pUcKa
HAQIHYHUs y TI0JA XPOMOCOMHOM aHOMAIIHH.

S mpenmympexneH(a) M OCO3HaK, 4YTO  PE3yNbTaTel — HMCCICIOBAHUS
HEHHBa3MBHOIO IIPEHATANBHOIO TecTUpoBaHus (ompezeneHus BHekierounod JIHK
MJ0/a 1Mo KpoBM Marepu) He sBIstoTCA Ha 100% TOYHBIMH KM HE IapaHTUPYIOT
OJTHO3HAYHOTO MCKJIIOUEHHSI XPOMOCOMHBIX aHOMaJMh Yy IUI0JA; YTO METOIOM
HEMHBA3WBHOIO IIPEHATaNbHOro TecTupoBaHus (ompenenenus BHeknerounoi JIHK
WIoZa II0 KPOBM MaTepy) HEBO3MOXKHO HCKIIOYHTE Halu4yue y IUIona
cOanaHCUpPOBaHHBIX CTPYKTYPHBIX XPOMOCOMHBIX IIepeCcTpoeK, MaJIbIX
HecOanaHCHUPOBAHHBIX ~ CTPYKTYPHBIX — IIEPECTPOEK ~ XPOMOCOM,  MO3aULH3Ma,
TPHIIOAAAH U TETPAILIONHM, MOHOTCHHBIX U APYTUX IeHETUIECKUX 3a00ICBaHHH.

S unadopMupoBaH(a) 0 BOZMOMKHOCTSX METOJA I0 OMPEJEICHHUIO MoJa oA
[10 KPOBM MaTepH M NpeylpexkieH(a), 4To OlpeeleHue Moja MIoja MOXeT ObITh
3aTpyJHEHO, a [JIaBHAs LeJIb MCCIEeJOBaHMs [JaHHOrO BapUaHTa HEHMHBA3MBHOIO
TpeHaTanbHOro TecTupoBanus (omnpeneneHus sHeknerouHon J[HK rmiona mo kposu
MaTepy) — MCKIOYMTh xpomocomHble anomanuu (Tpucomun 21, Tpucommn 13
1 Tpucommuu 18).

Sl o6s3yloch HpouH(POPMUPOBATH MEAHLMHCKME mepcoHan 000 Bcex
npo6eMax, CBS3aHHBIX C MOHMM 3[0pOBbeM (30POBBEM IPEJCTABISCMOr0 MHOH
JIUIA), B TOM YHCJIE O HAJIMYMK OILyXOJICBBIX 00pa30BaHuH, epelMBaHUY allIOTeHHOM
KPOBH, TepaIliy aJIOTeHHBIMU KJI€TKaMM, TPaHCIUIAaHTallUk OPraHOB MJIM KOCTHOIO
MO3ra.

S 0co3HAar0, UTO BEICOKUIH PUCK, pACCUUTAHHBIN 10 PE3yIbTaTaM HEMHBa3UBHOI'O
peHaTanbHOro TecTupoBanus (onpenenenus HeknerouHon JIHK mona mo xposu
MaTepu), He SBJISETCS OCHOBaHHMEM A7 IpephiBaHus OepeMEHHOCTH COIIaCHO
3aKOHOAAaTeNbCTBY Poccuiickoit @enepanny, ¥ IPHU BBISBICHUN [TOBBILICHHOIO pHCKa
10 pe3yNbTaTaM HEWHBA3UBHOIO IPEHATATBHOTO TECTHPOBaHUs (OIpeleseHns
srekserouHoi JJHK miona mo KpoBu Matepu) He0OX0AHMMO POBEIeHNE HHBa3UBHON
NIpeHaTaIbHON TUAarHOCTUKH C LEJbIO IIOJTBEPKICHHS IOy Y€HHBIX PE3YIIBTATOB.

S npemymnpesx/eH(a), 9To B peIKUX CIIydasx MOXET MOTpeOoBaThCs IOBTOPHOE
B3SITUE KPOBHU.

Sl He BO3paXaro, YTO B3ATble y MeHS (IIPEACTABIISIEMOro) OHONOrHYecKue
00pasiLpl, MOTYT B JalbHEHINeM XpaHUTbCs y VICIOIHUTENS IS HCIIOJIB30BAHUSA



6uomaTeprana B HaydHBIX HeIX (Ui pa3paboTKU HOBBIX METOLOB IMArHOCTUKH
(7eueHus) HACIEeICTBEHHBIX W BPOXKACHHBIX 3a00/IeBaHUM).

S npoundopMupoBaH(a) O TOM, YTO MOJyYEHHBIE pE3yJbTAaThl HayYHBIX
UCCIIENOBaHUNA MOTYT OBITh OIYOJMKOBAaHBl MCKJIIOUUTENBHO B MEIUINMHCKUX,
HAay4YHBIX WM OOydarolMX ILeNsX C Y4eTOM COXPaHeHHs BpaueOHOM TaMHBI.

(moamucs) (®.1.0. rpaxganrHa / 3aKOHHOTO IIPEACTaBUTEs IPaKIaHHHA IOJTHOCTHIO)

Sl paspemraio, B ciydyae HEOOXOIMMOCTH, IPEIOCTaBUTh HMH(MOPMAIIKIO
0 pe3ynbTaTax HEWHBA3MBHOIO MPEHATAJBHOIO TECTHPOBaHMs (ONpeleleHus
sueknerounor JIHK mioma mo kpoBW MaTepd) MOUM POJCTBEHHHKAM, 3aKOHHBIM
IIPeICTAaBUTEIISIM, TPayKJaHaM:!

(®.11.0. noNHOCTHIO, KOHTAKTHBIH TeneoH)

A YAOCTOBEPAIO, YTO TEKCT I/IH(I)OpMI/IpOBaHHOI’O corjiacusi MHOKO IIpO4YHTAH,
MHE IIOHATHO Ha3Ha4Y€HUE JAHHOIO OOKYMEHTA, IIOJIYYCHHBIC pasbsICHCHUS

OT MEIULIMHCKUX PAOOTHUKOB IOHSATHBI U MEHsI Y 10BJIETBOPSIOT.
« » 20 1.

(mozmuce) (@.M.0. rpaxkJaHUHA WX €ro 3aKOHHOTO IMPe/ICTaBUTENS)

(moamucs) (JowkHocTh U @.M.0. MegunuHCKOro pabOTHHKA)

« » 20 .



[TPUJIOXEHHME Ne 6
K Npuka3zy MUHHACTEPCTBA 3/IpaBOOXPaHEHHUS
KanuauHrpaackoi obiactu
ot 22 anpeist 2026 r. Ne 297

®opma

Orka3s oT npoBeAeHHs] HEHHBA3MBHOI0 NIPEHATAIbLHOI0 TECTUPOBAHHUS
(onpenenenusi BHekerounoi JIHK niona no kpoBu matepu)

(Pamuust, ©Ms1, OTIECTBO (IPU HAIUYIKUHU) IOIHOCTHIO)
« » roja poXJeHHUsI, 3aperUCTPUPOBaHHAs 10 aJIpecy:

(ampec perucTpalyy rpaxk/JaHuHa)
9ToT pasacia OJIaHKa 3aI0JIHIETCs TOJILKO Ha JIML, HE JOCTHUI'IIHX BO3pacTa 15 JIET,
WM HeJIeeCIOCOOHBIX IpaXxaaH: S,

(bamuust, ©Mst, OTYECTBO ([P HATUYHH) IIOJHOCTLIO, AaTa POXKAEHHUS IOIHOCTEIO)
SIBIISTFOCH 3aKOHHBIM IMTPEACTaBUTENEM (MaTh, OTELl, YCHIHOBUTEND, OIIEKYH,
IONIEYHTEND) peOeHKa WK JIULA, IPU3HAHHOTO HEeeeCII0COOHBIM

(pamuuust, ©Mst, 0TUECTBO (MPU HAJIMYKH) peOeHKa UM HEeJEeeCIOCOOHOro rpaxIaHuHa
[IOJIHOCTBIO, JIaTa POXCAECHHUS TOJHOCTHIO)

OTKa3bIBAIOCH OT CIIEAYIOLIEr0 MEIMIMHCKOrO BMemaTenbcTBa (00ciefoBaHus) —
npoBeleHUsT  JiabopaTopHoro uccienoBanus —«HeumHBasuBHOe — IpeHaTanbHOE
TecTupoBanue (ompenenenue BHekiaeroynoi JIHK mioma mo KpoBu MaTepu)»
MeHs (IIpeICTaBIsIeMOro MHOM JIULIA).

MHe B JOCTYITHOH 11 MeHsI popMe MHE pa3bsCHEHBI LIENU U METO/IbI OKa3aHuUsI
MpeasioKEHHON MEOUIIMHCKOM IIOMOIINM, CBS3aHHBIM C HMMH DPHCK, BO3MOXXHBIE
BapUAHTLI MEJIUIIHMHCKUX BMEUIATEIBCTB (B3ATHE KPOBU U3 BEHBI), UX MOCIENCTBHUS, B
TOM YHCJIE BEPOSTHOCTh pAa3BUTHS OCIIOXKHEHWH, a TakxKe IIpelnojiaracMble
pe3yJbTaThl.

Mue noapo6HO B JOCTYIHOH AJis MeHS (opMe pa3bsiCHEHbl BO3MOXKHBIE
[IOCJE[CTBUSI MOEro oOTKa3a (OTKasa IIPeACTaBlIeMOro) OT IIpelIaraeMoro
MEIMIMHCKOTO BMeIaTeIbCTBa (00CIe10BaHMs).

51 oco3HAar, YTO OTKa3 OT MEIUIMHCKOTO BMeIlaTeiabcTBa (0OCiIenoBaHus,
Je4YeHus) MOXKeT CKasaThCs Ha HUcxoae Moed OepeMeHHOCTH (OepeMEHHOCTH
IpENCTABIAEMOTO MHOM JIHMIla), @ HMEHHO IIPHBECTH K PpOXJIEHHIO peOeHKa
¢ xpomocomHol marosiorueit (Tpucomus 21, Tpucomus 18, Tpucomus 13).

MsHe pa3bsACHEHO, YTO MPH BOZHUKHOBEHUU HEOOXOIUMOCTH B OCYILIECTBICHHUN
OJIHOT'O HJIM HECKOJBKUX BHJIOB MEIUIIMHCKUX BMEIIATENbCTB, B OTHOIIEHNH KOTOPBIX



oQOpMIIEH HACTOSIIUI OTKa3, s HMeK MpaBo OG(OPMHUTH HH(OOPMHUPOBAHHOE
J0OpOBOJIBHOE coTJlacue Ha Takoi BUA (TaKkue BUIBI) MEIUIMHCKOrO BMELIATENBCTRA.

51 o3HaxkomiieH(a) ¥ corjaceH(a) Co BCEMU IIyHKTaMU HACTOALIETO JOKYMEHTa,
TI0JI0XKEHUSI KOTOPOI'0 MHE pa3bsiICHEHBI, MHOIO ITOHSTHI 1 JOOPOBOJIBHO OTKA3bIBAOChH

oT MPOBEICHUS MEIUITHCKOTO BMeEIIaTeILCTBA (oOcnemoBaHuUs).
« » 20 )

(mommuce) (®.JM.O. rpaxmaHuHa WIH  €ro  3aKOHHOTO  IIPeACTaBUTEINs)

« » 20 Fi

(mojnuce) (Jomxuaocts 1 @.M.0. MeguuHCKOro paboTHHKA)



[MPUJIOXXEHME Ne 7
K npukazy MHUHUCTEPCTBA 31paBOOXPAHEHUS
Kanmununrpazackoi o0i1acTu
oT 22 ampens 2026 r. Ne 297

dopma
AKT
npueMa-nepeaaqyu o6pa3noB KpPOBH IS IPOBeIeHHs] HEHHBA3HBHOIO
NpeHaTaJbLHOI0 TeCTUPOBaHHsA (onpeaenenns BHekaerounol JTHK nioga
10 KPOBH MaTepH)
, uMeHyeMoe painee «MeauIuHCKas
opraHm3zalus»  Iepenaer, a ,
uMenyemoe naiee «Opranmsanus VcrnonHuTens» (MMeHyeMmble nanee « CTOPOHED»),
IpUHEMAaeT o0pa3lpl KPOBU MJis IPOBEACHHUsS HEWHBA3UBHOIO IIPEHATaIbHOIO
TecTupoBanus (omnpenenenus BHexerouHoi JJHK mnozna no xposu matepy) (naee —
HcenenoBaHue) B COCTaBE U KOJIMYECTBE, YKa3aHHOM HIDKE:

Ne i/ | Mapxku- OUO Hara Cpox Bec UMT* Kommen-
poBKa NaUeHT- | B3STHUS OepeMeH- | IalUeHT- Tapuu
IpOOUPKH | KK KpOBH HOCTH™ Ku*

*Ha MOMEHT B3sITHs 00pasla KpoBU

MenuiuHCKass OpraHu3alys IOATBEpXKAaeT COOIofeHne TpeOOBaHUM K B3SATHIO
OuoMaTepuaia W YCJIOBHU XpaHEHHUs NaHHOro BUAa Ouomarepuana, LEeNOCTHOCTH
¥ IrepMETUYHOCTh BCeX 00pa3lioB, a Takke YNAKOBOK IO INEpeladyd TPaHCIOPTHOU
OpraHu3alyu.

C xaxasIM 00pa3ioM GromMarepuaia OTIpaBiIeHbl (Hy)KHOE OTMETHTH):

0 Hanpasiende Ha Uccieq0BaHue yCTaHOBICHHOTO oOpasia (dopma 057/y)

0 Konust monrca OMC

0 Pe3ynpTaT mpeHaTaNbHOTO CKPHUHMHIA 1 TpuMecTpa, BKIIOYas Y3-HCCieloBaHue
1 OLIEHKY KOMOMHHPOBAHHOTO pacyeTa pUcKa 110 XpOMOCOMHOM IaTOJIOTUH Y ILIOJA
HacTosimumii akT cocTaBlieH B ABYX 3K3eMIUIIpax, UMEIOLUX PAaBHYIO IOPUIUYECKYIO
CUIly, 10 OJIHOMY AJisl KaXkaou u3 CTOpOH.

OBPA3IIbI ITIEPEJIAJI: OBPA3LIbI ITPHHSIIL:

[IpencraBurens Memuuunckor IIpencraBurens Opranuzanuu
OpraHu3aluu WUcnonuurens

JOmKHOCTE JlOIDKHOCTB

0)5(0) dUO

ITonnuce Ilonmuce

Hata BpeMsI Jara BpeMsI




[TPUJIOXXEHHME Ne 8
K IprKa3zy MUHHCTEPCTBA 3paBOOXPAHEHHUS]
KanuuuHrpaackoit obiactu
ot 22 ampenst 2026 r. Ne 297

®opma

JlaGopaTopHoe 3aK/JI04eHne NPOBeJIeHHs] HeHHBA3UBHOI0 NPEHATAIBLHOIO
tecTupoBanus (onpenejenusi BHekaerounoi JJHK niona
0 KPOBH MaTepPH)

[TOJIHOE HAUMEHOBAHUE YYPEXJIEHI
HA3BAHUME CTPYKTYPHOI O IIOAPA3AEJIEHA

«HenHBa3MBHOE INpEHATANbHOE TecTUpoBaHHe (ompeneneHue BHeknerounod J[HK
IUIO/Ia IT0 KPOBU MaTepH )»

®.1.0. namuenrta
HasBanue HampaBUBIIEro YUpEeXICHUs

Howmep KapTsl Hanpasusimmit
Bpau

Hanunune wH(QOPMUPOBAHHOIO COINIACHs Ha HMCCIEAOBaHHUE

Bospact noausIx JietT Munexc maccsl Tena (MMT) Kr/M2

Cpok 0OepeMeHHOCTH HeJleTb nHell (Ha MOMEHT B3STHE KPOBH).

KonnuecTBo mionoB

BepeMeHHOCTh HACTYIIHIIA €CTECTBEHHBIM ITyTEM, B pE3yIbTaTe 9KCTPAKOPIIOPAIIEHOTO
omrogorsopenus (OKO) (HyXHOe NOAUEPKHYTH).

I[IpenmonaraeMple HapylIeHHss HAa OCHOBaHUM JPYTHX MCCIENOBaHUM (TIOPOKH
pasBUTHS IUIOAA WM YyJIbTPa3ByKOBble Mapkepsl, 3HadeHus PAPP-A u (-XI'Y,
pacYeTHBIH PHUCK 110 PaHHEMY IpeHaTaJIbHOMY CKPHHHHIY, M T.IL) €CJIM UMEIOTCS,
yKa3arb:

Martepuai nojry4eH « » 20 r.

SAK/IIOYEHME

B 06s3aTebHOM MOPSAKE JOJDKHO colepkarh HHpopMauuio o gone miopHo# JTHK
C YKa3aHMEM I10pOra 4yBCTBUTEIBHOCTH METOJA B N1abOpaTopuy, Halu4yie U CTeNeHb
pucka XA no xpomocomam 13, 18, 21 1 pekOMeHIaIHH.

[Ipumep: Hoss JJHK mnoga coctasister 9,5 % (Bbiwie 4 %, mopora 4yBCTBHTEIEHOCTH
MeToja). YCTaHOBIEH BHICOKMH PUCK TPHCOMHE 10 XpoMocome 21 (Bpime 95 %).



PexoMeH0BaHa KOHCYJbTAlldsl Bpada-TeHeTUKa C LENBI0 pelIeHUs
0 Ha3HAYEeHHWH WHBA3UBHOU MpeHaTaJbHOW JUAarHOCTUKH.
Jata « » 20 r.

Bpay /®UNO
3aBeayronuii Jaboparopuen /®UNO

BOIIpOCa



[TPUJIOXXEHHME Ne 9
K TIpuKa3sy MUHHUCTEPCTBA 3/IpaBOOXPAHEHHUS
KanuauHrpaackoit o6nactu
ot 22 ampens 2026 r. Ne 297

IMamsaTKa A0 Bpadeii-aKyliepoB-rHHEK0J10roB, Heo0OXoAuMast
K HCII0JIb30BAHMIO MPH KOHCYJIbTHPOBAHUH NAlHEHTOB NepeJ NpoBeJeHueM
HEeHHBAa3HMBHOIO MPEHATAJbHOI0 TECTHPOBAaHHSA (ONpeJe/IeHHs BHEKJIETOYHOM
JHK nJiona mo KpoBH MaTepH)

JIJ1si naMeHTOK rPynnbl BEICOKOI0 PUCKA 110 XPOMOCOMHOM aHOMAJIHH,
MMEIOUIHX MPOTHBOMOKA3aHUA K HHBa3HBHOM NPeHaTAa/JbLHOH JHATHOCTHKE

VYBaxaemas manueHTka!

[To pe3ysbTaTam MpoBelIeHHOr0 BaM MpeHaTalbHOro CKpUHMHIa I TpumecTpa
obHapyxeH Bblcokuit puck (1:100 u BBIIIe) XPOMOCOMHOH aHOMANMU (TPUCOMHUHM
no xpomocomam 21,18,13) y mioma, 4To ABJISETCS IOKA3aHHEM K MPOBEICHHIO
MHBA3UBHOM MPEHATAIFHON TMArHOCTUKHY C LIEJIBI0 aHaAJIN3a XPOMOCOM Iu1oAa. TolbKo
3TOT METOJ, MOXKET MOATBEPIUTh UIIM UCKIIFOYUTh XPOMOCOMHYIO aHOMAJIMIO Y IIoAa
¢ MaKCHMaJlbHOM CTeleHblo BeposiTHOCTH. OqHaKo, B HacTosllee BpeMs y Bac ects
IIPOTUBOMIOKA3aHUsl ([IEpEYHUCINTh KaKHe ) K IPOBEACHUIO HWHBA3UBHOU
IVAarHOCTHKU.

B cBsasu ¢ atuM, uHpopMupyeM Bac o CylecTBOBaHUM HONOJHHUTEILHOIO
CKPUHHHIOBOI'O METOZla BBISIBICHUS pPHUCKAa XPOMOCOMHOM aHOMaluyd Yy IUIOna
(mo xpomocomam 21, 13, 18) — HEMHBa3MBHOI'O IIPEHATAILHOIO TECTUPOBAHUS
(ompepenenuss BHeknerounod JIHK ruoma mo kpoBu MatTepw). JlaHHBIN MeTOJ
00aiaeT BBHICOKOH YyBCTBUTEIBLHOCTHIO (10 99 %) B OTHOLIEHUM BBISABIEHUS PHCKa
yKa3aHHBIX CUHAPOMOB.

HennpasuBHOE IpeHATAIbHOE TECTHUpOBaHUE (OIpelesIeHue BHEKJIETOYHOM
JHK mroma mo KpoBH MaTepH) ocHoBBIBaeTcsi Ha uccienoBanuu JHK mmomHoro
IPOMCXOXKAEHHS, MOCTYIAOIIe# B MaTepuHCKUI KpoBoToK. IIponemypa abcomoTHO
Oe3omacHa it OepeMeHHON ¥ TUIOAA, IIOCKOJIbKY 3a00p MaTepHualla OCyleCTBIIAETCS
nmyTeM 0OBIYHOTO 3a00pa KPOBU U3 BEHBI XKEHIIUHEL.

o pe3yspTaTaM HEMHBA3UBHOTO NIPEHATAIBHOTO TeCTUPOBAHHs (ONpEAEIeHUs
sueknerounoii JIHK rmmoma mo KpoBH Marepu) PHUCK XPOMOCOMHONM aHOMAallUH
(cunmpomoB Jlayna, Onsapiaca u [laray) y miona MokeT OBITH ONpEENeH Kak
BBLICOKMH WM HU3KKM, ECiiy BEISBIIEHO ITOBBIIIIEHUE PHCKA XPOMOCOMHBIX HapyIIEHUH,
TO COXpaHSeTCs HeOoOXOAMMOCTh TPOBEAEHUs HMHBAa3UBHOW  IpEHaTabHOU
JUACHOCTHKU I TOATBEPXKICHUS WM HCKIIOYEHHUs] XPOMOCOMHOW aHOMAJIMH
y njopa.

[Ipu mosydyeHUM HU3KOIO pUCKa 10 NAHHBIM HEMHBA3HWBHOIO MIPEHATAIBHOTO
TecTupoBanus (onpenenenus BaeknetouHoi JTHK miona mo xpoBU MarepH) BBICOKA
BEPOSATHOCTE OTCYTCTBHsI y IUTOJA yKa3aHHBIX CcHHApoMoB ([layna Onsapica
u Ilatay) — mnpumepno 99 %. Tem He wMmenee, kpaiiHe peako (< 1 %),



JaXe Tpd  OTPHUIATENBHBIX  pe3yiabTaTaX  HEMHBAa3WBHOTO  MPEeHaTalbHOI'o
TecTupoBaHus (ompenmenenus BHekieroyHod JHK mnmoja mo KpoBu Marepu)
BO3MOXKHO POXKJeHHe pebeHka ¢ OTHMM U3 3THX cuHIpoMoB. Kpome Toro, HU3KHH
PUCK IO TIEPEYMCIIEHHBIM CHHAPOMaM He HCKIIIoUaeT POXKAeHHs pebeHKa ¢ APYyTrUMH,
boree peIKMMHU XPOMOCOMHBIMY aHOMAJIUSMHU JIMOO TeHHBIMU OOJIE3HSIMH.

Kak mpd TONOXMTENBHOM, TaK M Ipd OTPULATETBHOM pe3ylbTare
HEMHBA3MBHOIO IPEHATABHOTO TECTUPOBaHUS (ONpEAENeHHs BHEKIETOYHOU
JJHK mnnojza mo KpOBH MaTepu), BOINPOC O HEOOXOAUMOCTH M BO3MOXHOCTU
npoBeieHUsl BaM WHBa3HUBHOM IpEHATAIBHONW JMarHOCTHKH OyJEeT paccMOTpeH
BpayaMH aKyIIepOM-THHEKOJIIOIOM ¥ FEHETHKOM.

Hudopmupyem Bac, 4TO B HEKOTOPBIX CllydasX Ppe3yJbTaT HEHHBa3HMBHOI'O
IpeHaTalbHOTO TeCTHPOBaHUs (ompeneneHus BHeknerouyHod JIHK miona mo kpoBH
Marepy) MOXKET OBITh HEBaJMIOHBIM, TO €CThb J1aboparopus HE MOXET ero
MHTEepHIpeTHpoBaTh u3-3a Huskoro ypoBHs JIHK mimoma B kpoBu OepeMeHHOH
(menee 3,5 — 4 %) wiu 110 JPyTUM NIPUYMHAM.

JIJist MAlMEHTOK rPYNIbI CPeJHEro pUCKa 1o XpOMOCOMHOH aHOMAJIHH
VBaxaemas narnueHTka!

ITo pe3ynnTataM npoBefieHHOro Bam mpeHaranbHOro ckpununra I tpumectpa
ycragoBied cpeauuit puck (1:101 — 1:1000) i miuoxa mo XpoOMOCOMHOU aHOMANUH
(tpucomur 1o xpomocomam 21, 18, 13, mnpuBofsmue K POXIAECHHIO [ETeH
¢ cungpomamu Jlayna, OmBapaca u Ilatay). OTo oO3HayaeT, YTO HEBO3MOXXHO
TIOJTHOCTBIO UCKJIFOYUTE PUCK POXKACHUs peOeHKa ¢ yKa3aHHBIMHM CUHAPOMaMH.

B macrosiiee BpeMs CyIIeCTBYeT elle OAUH CKPMHMHIOBBIA METOJ BBISBICHHUS
pUCKa XpPOMOCOMHOM aHoMaiuu y mmioga (mo xpomocomam 21, 13, 13) -
3TO HEMHBA3MBHOE IpEHATaJIbHOE TeCTHpOBaHUE (olpeneneHne BHeknIeTouno# JIHK
wioga mo kposu Marepu). CornmacHo npukasy MMHHCTEPCTBA 3paBOOXPaHEHUS
Poccuiickoit ®@enepanuu ot 19 nexabps 2025 roga Ne 7471 «O Ilopsake okasaHUs
MEULIMHCKOM ITOMOIIM II0 MPOMUII0 «aKyLIEpCTBO M I'MHEKOJIOTHs», MPOBEICHUE
HEMHBA3MBHOIO IIPEHATANBLHOr0 TecTupoBaHMs (omnpeneneHust BHekneTodHod JIHK
IJI0Za O KPOBU MaTepH) peKOMEHIyeTCsl MalleHTaM CO CPEHMM PUCKOM, KOTOPBIH
v ycranosieH y Bac. JlanHblit MeTon 001agaeT 60jee BEICOKOM YyBCTBUTEIBHOCTHIO
(o 99 %), u B HEKOTOPBIX CIy4asx II03BOJISIET BBIABUTH PHUCK BBIIIEYKa3aHHBIX
XPOMOCOMHBIX HapyIleHUH Jaxe IpH OTPHUIATENLHOM pe3ysbTaTe NPeHaTalbHOTOo
ckpuHHuHTra I TpuMecTpa.

HeuHBa3MBHOE IIpeHATANbHOE TECTUPOBaHUE (ONpenereHus BHEKIETOYHOM
JIHK mnnoma 1o KpoBM MaTepH) OCHOBaHO Ha ucciegosanumu JIHK mioxHOro
[IPOKCXOXKIEHHU, OCTYNAIONIEN B MaTepHHCKUIl KpoBOTOK. IIpouemypa abCoMOTHO
OesomacHa Jusi  OepeMeHHOM ¥ IUIOJa, IIOCKOJNBKY 3abop Omomarepuana
OCYLIECTBIISIETCS ITyTeM OOBIYHOI0 3a00pa KPOBU U3 BEHBI JKEHIIHUHBI.

Pe3ynbTaToM HEWHBA3MBHOTO IIPEHATANBHOIO TECTUPOBaHHUs (OINpEIeICHUS
BHekieroudoit JHK 1uioma mo KpOBH MaTepu) SBISETCA OIpeJelIEHHe pPHCKa
XPOMOCOMHOM aHOMAJIMH (TpUCOMHH 10 XpoMocomam 21, 18, 13) y ruroa: BEICOKOTo



WA HA3KOTO.

B cnydae BBISBICHUSI BBICOKOI'O pHCKa XPOMOCOMHBIX aHoMainui Bam
noTpebyeTcss KOHCYNbTallUsi Bpada-TeHeTHKa IJs BbIOOpa JaibHEHINed TaKTUKU
obciieoBanus. B ciydae moslydeHMs HM3KOIO PHUCKa IPOAODKUTCS CTaHIapTHOE
HaOJIIoIcHHE y Bpaya-aKyllepa-rHHeKoIora.

Brl [OMKHBI IOHUMATh, YTO ITOJIYUYEHHBIM HU3KHM PUCK C BBICOKOH HOJEN
BEPOSITHOCTH  CBHUJICTEIBCTBYET 00 OTCYTCTBHM  YKa3aHHBIX XPOMOCOMHBIX
3a00s1eBaHMi y I10Ja (TpucoMum Mo xpomocomam 21, 18, 13), XoTs kpaliHe penKo
Jayke MPU OTPHUIATEIEHOM pe3yJibTaTe HEMHBAa3UBHOIO IIPEHATaNIbHOIO TECTUPOBAHUS
(ompenenenns BHekieroynoid /IHK moma mo kxpoBH MaTepH), PeOEHOK MOXKET
POIUTBECS C OAHOW M3 3THX mHarosioruii. K ToMy e, HU3KMH PHUCK IO yKa3aHHBIM
TPUCOMUSM HE WCKIIOYaeT pPOXICHUS pebeHKa C UWHBIMH, Oojlee peIKHMH
XPOMOCOMHBIMU OTKJIOHEHHUSIMHU JINOO FeHHBIMU OOJIE3HSIMH.

HNudopmupyem Bac, 4TO B HEKOTOPBIX CllydasX pe3ylbTaT HEMHBA3UBHOIO
IpeHaTalbHOro TecThpoBaHus (ompeneneHus BHeknerounon JIHK rona mo xpoBu
Marepd) MOXKeT OBITh HEBAIWAHBIM, TO €CTb J1a0OpaTOpusi HE  MOXKET
ero WHTEpIpeTHpoBaTh M3-3a HU3Koro ypoBHA JIHK mioga B kpoBu OepeMeHHOM
(menee 3,5 — 4 %) wiy 0o APYTrAM NPUYUHAM.

Il.l'lﬂ NAIHEHTOK rpyniibl BICOKOI'O pucKa 1o XpOMOCOMHOﬁ AaHOMAJINH,
HaCTPOECHHBIX HA NPpOBEJCeHHEe HEHHBA3HBHOI0O NIPE€HATAJbHOI0 CKpHHHHIA

VYBaxaeMas namueHTka!l

[To pesynpTaTam ImpoBeAeHHOro BaM IpeHaTanbHOro CKpuHMHIA I TpuMecTpa
PMCK JUIS TUIOJA 10 XPOMOCOMHOM aHOMaJlMM (TPUCOMHUH IO Xpomocomam 21, 18,
13) — BEICOKHH. DTO sBNsIETCS IOKa3aHUEM K MHBA3UBHOM IIPEHATAIbHOM JUArHOCTHKE
(UTTI). Toapko 3TOT METOJ MOXET MOATBEPAUTH MU HUCKIIOYHUTH XPOMOCOMHYIO
aHOMAJIMIO Y TUTOJIa C MaKCUMaIbHOW TOYHOCTBI0. OnHaKo y Bac ecTs BO3MOXKHOCTh
IPOUTH HEWHBA3WBHOE INPEHATAIBHOE TECTHUPOBaHUE (ONpeleleHUEe BHEKIETOYHON
JIHK mroma mo KpoBH MaTepH), KOTOPBIM TaK)Ke SBISETCA CKPUHUHIOBBIM METOJIOM,
oIHaKo oOjiamaeT 6oJiee BRICOKOM UyBCTBUTEIBHOCTBIO U OCHOBAH Ha MCCJIEIOBAHUHU
JHK mmogHOro npoucxoxIeHus, IOCTyarllel B MaTEpUHCKUNA KPOBOTOK.

[To pe3ynbpTaTy HEMHBAa3WBHOT'O MPEHATAIBEHOTO TECTUPOBaHMS (ONpEAeIeHUsS
BHekJieTounoit JIHK mnoga mo kpoBu MaTepu) pUCK XpOMOCOMHOM aHOMAJIUH Yy I1JI0Aa
MOXXET OBITh BBICOKMM WJIM HU3KUM. Ecinu 1o pesyiabraraM HEWHBa3HBHOIO
[IpeHATaIbHOTO TecTupoBaHus (ompexneneHus BHexserounoi JIHK mmoma mo xKpoBu
MaTepH) OTMEYAeTCsl BBHICOKMM PUCK XPOMOCOMHOM aHOMaiuu, To mouTH B 90 %
CIly4aeB MaToJIOTHS MoATBepXXaaeTcs rnocie nposegenus MITJ.

HeunHBasuBHOE NpeHATaJbHOE TECTHPOBAaHUE (OIPENeICeHUE BHEKIETOYHOH
JHK mioma IO KpOBH MaTepy) He SIBISETCS ajbTepHATUBOM HMHBA3HUBHOM
NpeHaTalbHOW quarHocTuke, nokaszadus Kk MIIJ[ y Bac coxpaHnsiorcs naxe B cirydae
HU3KOTO pHCKa TI0 JAaHHBIM HEWHBA3WBHOIO IIPEHATAJIbHOrO TECTHUPOBAHUS
(onpepenenns BHeknerouHoi JJHK rmona mo kposu Matepu). Kpome Toro, HU3Kui
puck mo cuaapomam Jlayna, Dusapica u [laTay He MCKIOUaeT poXAeHUs pebeHKa



C Ipyrumu, Goyee pelKUMH XPOMOCOMHBIMHM IATOJOIMSMH, & TaKKe C TeHHBIMU
3a00JIeBaHUSIMH.

Bompoc o #eooxoaumoctu nposeneHus WUITJl GyneT moBTOpHO 00CYXKIaThCs
¢ Bamu Bpauamu akyniepoM-ruHEKOJIOrOM ¥ BpauOM-ITE€HETHKOM.

B  HeKOTOpHIX  Clydasix pe3ylbTaT HEMHBAa3MBHOIO  IIPEHATAIBHOIO
TecTHpoBaHus (onpeneienus BHeknerounoi JJHK mmoma mo KpoBu MaTepH) MOXKET
OBITh HEBAIMIHBIM, TO €CTh JabopaTopusi HE MOXKET €ro HUHTEepPIPETHPOBATh
m3-3a Huskoro yposHs JIHK rmioma B kpoBu OepemeHHOH (Menee 3,5 — 4 %)
HJIK TI0 APYTAM IPUYUHAM.



