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06 yrBepxneHnu CTaHIapTa OpraHU3amUy OKa3aHUA MEIUKO-TEHETHICCKOH IIOMOIIH B
Pecrry6mke Kazaxcran

[Ipuka3z Munuctpa 3npaBooxpanenusi Pecnyonuku Kazaxcran ot 14 centsiops 2023 roma Ne
149. 3apeructpupoBan B Munucrepctse roctuninu Pecriyonuku Kazaxcran 18 centsops 2023
rona Ne 33421
B coorBercTBUM ¢ moamyHKToM 32) crathu 7 u ctathu 138 Koaexka PecnyOnuku
Kazaxcran "O 3n0poBbe Hapoaa u cucteMe 3apaBooxpanenus’” [IPUKA3BIBALO:
1. YTBepauTh CTaHAApT OpraHU3alMU OKAa3aHUS MEIUKO-TEHETUYECKOW MOMOIIU B
Pecny6nuke Kazaxcran corfiacHO MPUITOKEHHUIO K HACTOSIIIIEMY TTPUKa3Yy.
2. JlemapTaMeHTy OXpaHbl 3J0pPOBbS MaTepu U peOEHKa B YCTAaHOBJIECHHOM
3aKoHoAaTeNbCcTBOM PecnyOnuku Kazaxcran nopsike o0ecneynTh:
1) rocy1apcTBEHHYIO PETHCTPAILMIO HACTOSIIErO MprKa3a B MUHUCTEPCTBE FOCTULIUU
PecnyOnuku Kazaxcran;
2) pa3MelleHHE HACTOAIIETO MpHUKa3za Ha HHTEpHET-pecypce MuHHCTEepcTBa
3npaBooxpaneHus Pecnyonuku Kazaxcran nocie ero opuiaibHOro onyOJuKOBaHNUS,

3) B TeueHue JecATU padouMX JTHEH MOocie rOCy/IapCTBEHHON PEruCTPaIli HACTOSIIIETO
npukaza B MuHuctepcTtBe loctuuuu PecnyOonuku Kazaxcran mnpenocraBieHHE B
Opuanyeckuit nemaprameHT MuHuctepcTBa 3apaBooxpaHenus Pecnyonuku Kazaxcran
CBEJCHUN 00 WCIOJHEHUM MEPOINPUITUMN, MPEIyCMOTPEHHBIX MOANYHKTamMu 1) u 2)
HACTOSIIIETO MyHKTA.

3. KoHTpoap 3a MCIIOTHEHUEM HACTOSIIErO0 MPHUKAa3a BO3JOXKUTh Ha KypPUPYIOIIETO
BHIIe-MUHHCTpA 3apaBooxpanenus PecnyOnuku Kazaxcran.

4. Hacrosamuii npuka3 BBOAUTCS B JICMCTBUE MO UCTECYECHUM JIECATU KaJCHJIAPHBIX JHEN

MOCJI€ JTHSL €r0 NEPBOro OPUIIMAIBHOTO OITyOJIUKOBAHMS.

MuHucTp 3ApaBOOXpaHEHHS
A. Funuar
Pecniybnuxu Kazaxcran

[IpuoxxeHue K npukazy
MuHHUCTp 3ApaBOOXpaHEHUS
Pecny6nuku Kazaxcran
ot 14 cents0ps 2023 rona Ne 149

CraHzapT opraHM3aluy OKa3aHUA MeJUKO-TeHeTHIecKoi momomu B Peciy6imike Kazaxcran
I'masa 1. O6nme moyroxeHus

1. Hacrosimuil cTangapT opraHU3alMyd OKa3aHUs MEIUKO-T€HETHYECKOW MOMOIIY B
Pecnybnuke Kazaxcran (nanee — Cranaapt) pa3paboTaH B COOTBETCTBUU C MOJIMTYHKTOM 32)
cratbu 7 u ctathu 138 Konexa Pecnybnuku Kazaxcran "O 310poBbe Hapoaa U CUCTEME



3IpaBOOXpaHEHUA" M YCTaHABIMBAET OOIIME MPUHIIUIBI U TPEOOBAaHUS K OpraHU3AIUU
MeIMKO-reHeTH4YecKor momontu (naiee — MI'TI).

2. TepMuHBI U ONpeIETEHUS, UCIIOJIb3yeMbIe B HacToseM Ctanaapre:

1) MexayHapoiHast CUCTEMa ITUTOT€HOMHOM HOMEHKJIATyphl XpoMocoM uesioBeka (ISCN
2020) — ompenensieT HOMEHKIATypy Il OMKMCAaHUsl KapUOTUIIOB, XPOMOCOMHBIX aHOMaJIuH,
rubpuauzanuu in situ. ISCN npegocTaBiseT CiuCOK CUMBOJIOB U COKPAIIEHHBIX TEPMUHOB B
JOTOJHEHUE K HA0OPY NpaBuIl, KOTOPbIE MOYKHO HCIIOIb30BATh MPU ONMUCAHUUA XPOMOCOM U
XPOMOCOMHBIX aHOMAJIUM, TAKUX KaK p I KOPOTKOIO IJIe4ya XPOMOCOMBI, ( JIJIsl JJIMHHOTO
1JIe4a XpoMOCOMBI, cen i rieHTpomepsl, del aiist generuu, ish mis rubpuan3anuu in situ u
3HaK IJI0C (+) AJ1s yCUJIECHNUS,

2) npoPUIBHBIM CHEHUAIUCT — MEAUIUHCKUN paOOTHUK C BBICIITUM MEIUIIUHCKUM
o0pa3oBaHHEM, UMEIOIINI cepTU(HKAT B 00JIaCTH 3APaBOOXPAHECHUS;

3) KOMOMHUPOBAHHBIA TECT MEPBOrO TPUMECTpa — pacueT HHIUBUIYATIbHOTO
IF€HETUYECKOTO PUCKAa XPOMOCOMHOW MAaTOJIOTMU IJI0/1a, OCHOBAHHBIA Ha H3MEpPEHUH
yJIbTPa3BYKOBBIX MAapKEpPOB XPOMOCOMHOW IMATOJIOTUM W ONPEIEICHUS MAaTepPUHCKUX
CBIBOPOTOYHBIX MapkepoB (nainee — MCM) nepBoro TpumecTpa;

4) reneTuyeckas Kapra — MEIUIIMHCKUNA JOKYMEHT, B KOTOPOM OTPAaKEHBI CBEJCHHUS O
MalKUeHTe, ero POJCTBEHHUKAX, CXeMaTH4YeCcKoe H300pa)keHue pOAOCIOBHOM, (eHoTHI,
METO/Ibl UCCIIEIOBAHNUS, OTICHKA PUCKA MTPU HAIUYUH 3a00JICBaHMS;

5) yHnoJIHOMOYEHHBIM OpraH B 00JacTH 3[ApaBOOXpaHEHUs ([ajee — YIOJIHOMOYEHHBIH
Oprad) — UEHTPaJIbHbIA HMCIOJHUTEIbHBIM OpraH, OCYHIECTBISIONIUNA PYKOBOJCTBO U
MEXOTpPaCIEBYI0 KOOpPAMHALMIO B OOJIaCTH OXpaHbl 370pOBbsl TrpaxiaaH PecmyOnuku
KazaxcraH, MeOUIIMHCKOM W (papMaueBTHYECKOW HAyKW, MEJUIMHCKOTO H
(dhapmaneBTHYEeCKOTo 00pa30BaHUs, CAHUTAPHO-AIHJIEMHUOJIOTHYECKOTO OJaromoaydns
HaceJIeHHs, OOpallleHusl JICKAPCTBEHHBIX CPEACTB M MEIMUIMHCKUX H3JENIUi, KadyecTBa
OKa3aHUs MEIUIIMHCKUX YCIYT (TOMOIIIN);

6) uHBa3MBHAs NpeHaTaldbHasg auarnoctuka (manee — MIIJ]) — MeToasl 1MarHOCTUKU
XPOMOCOMHOM ¥ MOHOI€HHOW MATOJOTHMM Yy IUIOJAA, OCYIIECTBISEMbIE MyTEM
BHYTPMMATOYHOTO MpPOKoJa ¢ 3a00poM MaTepuaja IUIOJOBOTO MPOUCXOXKICHUS s
LHUTOT€HETHYECKOr0, MOJEKYISIPHO-UUTOI€HETUYECKOTO WIH MOJEKYISIPHO-T€HETUYECKOTO
aHaJIu3a;

7) MenuKo-reHeThnueckas Koncynbranuus (nanee — MI'K) — koMIiekec MeIUIIMHCKUX YCIYT
HACEJICHUIO ISl YTOYHEHMS HarHo3a, ONpEeNesIeHUs NMPOTrHO3a W JajJbHEUIIEH TaKTHUKH,
OCYIIECTBIISIETCA BpayaMH MO CHEHUAIBHOCTH "MenuImHCKas reHeTrKa'

8) Meauko-reHeTndeckas nomoliub (gasee — MI'TI) — koMIuieKkC MEpONPUATUN IO
OKA3aHUI0 CIENUAIN3UPOBAHHON MEIULIMHCKON IOMOIIM HACEJICHUI, CBS3aHHBIE C
penieHueM NpoOJeM OTHOCHTENIbHO NOSIBICHHS WM PUCKA IOSABJIEHUS T'€HETHYECKOIrO
3a00JIeBaHUS B CEMBE;



9) npenaranbHast quarHoctuka (nanee — [1]1) — paHHsIs [UarHOCTUKA MATOJIOTUH Y TJI0AA
U IPEeAYNPEKIACHUE POXKICHUS JIETeH ¢ TSHKEIbIMU HEKOPPUTYPYEMBIMU BPOXKIACHHBIMU U
HACJIeICTBEHHBIMU 3200JICBaHUSMH;

10) mpeHaTaJbHBIA CKPUHUHT — MAaCCOBOE€ KOMIUJIEKCHOE CTaHJIapTHU3UPOBAHHOE
oOclieoBaHre OEpPEMEHHBIX KEHIIUH C LIEJIbIO BBISIBIICHUS TPYNIIBI PUCKA 10 XPOMOCOMHOM
NaTOJIOTMU M BPOXKJIEHHBIM MopokaMm pa3Butus (ganee — BIIP) BHyTpuyTpoOHOTo miona c
MOCIEAYIONIUM YTOUHEHUEM T€HETUYECKOTO IMarHo3a;

11) BHemHsd oneHka kauectBa (ganee — BOK) — koMmmuiekc MEpONpUSITUI MEIUIIMHCKOM
nabopaTopuu 1Mo AOOPOBOJILHOW BHEINIHEHW OIleHKE padoThl JIabOpaTopuu MPaBHILHOCTH
BbIJIABAEMBIX €10 PE3YJbTATOB C MPUBJICYECHUEM BHEIIHMX OpraHU3alUi, TyTEM y4acTHs B
CPaBHUTEJIbHBIX UCIIBITAHUSIX;

12) CKpUHUHTOBBIE UCCIEAOBAHUS — KOMILJIEKC MEUIIMHCKOTO 00CIe0BaHUS HACEICHUS,
HE MMEIOIIET0 KIMHUYECKUX CUMITOMOB U ajo00, C IIeJIbIO BBISBICHUS U MPEAYTPEKACHUSI
pa3BUTHUS pa3IMYHBIX 3a00J€BaHUI Ha paHHEW CcTaauM, a TakXke (PaKTOPOB pUCKA HUX
BO3HUKHOBEHUS;

13) BpoxxaeHHbIN nopok pazsutus (nanee — BIIP) — crpykTypHble Wi pyHKIIMOHAIbHbBIE
OTKJIOHEHHS, OT HOPMBbI KOTOPBIC MPOSBISIOTCS B MEPHOJ BHYTPUYTPOOHOTO PA3BUTHS U
MOTYT OBITh BBISIBJICHBI JJO POXKIEHUSI, BO BpEMs POXKIACHUS WJIM Ha Oojiee MO3AHUX dTamax
KU3HU;

14) BpoxxaeHHbI runotupeos (nainee — BI') — BpoxkaenHoe 3a0oneBaHre MUTOBUAHON
KEJe3bl, KOTOPOE XapaKTEPU3YETCS HEBO3MOKHOCTHIO BHIPAOOTKH TOPMOHOB HIUTOBUIHOM
KEJE3bl WIN UX HEJOCTATOYHBIM KOJIUYECTBOM;

15) dbenunkeronypus (nanee — ®KY) — BpoxaeHHasi, TeHETUYECKU OOYCIIOBIICHHAS
MATOJIOTHSI CBSI3aHHAS C HApyIIeHHeM MeTa0on3Ma (eHUIIaIaHnHA,

16) dbayopecuentHas rudbpunuzanus in situ (FISH) — MonekynspHo-1iuToreHeTuuecKui
METO/I, UCTIOJIB3Y IO (hITyOPECIICHTHBIE 30H/IbI;

17) mexayHnapoanoe oobmectso meaunnnbl mwioaa (FMF — Fetal Medicine Foundation (
OMII — ®oun MenuiuHel 110/1a) — MEXKAYHApOHAS TYMaHUTaApHAs OpraHu3alus, 1ejblo
KOTOPOU SBIISIETCS YIy4YlIEHUE 3J0pPOBbS OCPEMEHHBIX KEHIIUH U IJI0JI0B MOCPEICTBOM
UCCIEJOBAHUNA M OOYYEHHUS CIEUAIUCTOB B OOJIACTH MEIUIIMHBI IUIOJA; HMEIoIas
aKKpeJIMTOBAaHHYIO0 00pa30BATENbHYIO MIPOTpaMMy ISt MEAUIIMHCKUX PAOOTHUKOB;

18) xpomocoMHasi anoManus (Hanee — XA) — UBMEHEHUE CTPYKTYpPhl U/UIU YHUCIa
XpOMOCOM;

19) meHTpHI IKCTpAKOPIOPATILHOTO OII00TBOpeHus (nanee — OKO) — MeauIMHCKHE

OpraHU3alMU MPOBOSIINE UCKYCCTBEHHOE OIJIOIOTBOPEHUE AUIIEKIIETKH.

I'maBa 2. CtpykTypa opraHm3anuii, OKa3sBaIOMX MEIUKO-TCHETHYECKYIO IIOMOMIb

3. K opranmzanusm, okazpiBatomuM MI'TI OTHOCATCA MeAUKO-TEHETUYECKHE
KOHCYJIbTAllMH, CO3/IaBa€Mble Ha YpOBHE peruoHanbHoro LlenTpa OxpaHbl 11044, COTJIACHO



npukasy Munuctpa 3apaBooxpanenus Pecriyonuku Kazaxcran ot 26 aBrycra 2021 roga Ne
KP ACM-92 "OO yTBepXKAEHUHM CTaHAapTa OpraHu3aluu  OKa3aHUs
aKyIIepCKO-TUHEKOJIOTnYeckoi momoriu B Pecnybnuke Kazaxcran" (3apeructpupoBad B
Peectpe rocynapcTBEHHON perucTpaliid HOPMATUBHBIX MPaBOBBIX akToB moa Ne 24131) (
nanee — npuka3 Munuctpa 3apaBooxpanenus: Pecnyonuku Kazaxcran ot 26 aBrycra 2021
roga Noe KP JICM-92) nns obecniedeHHUs] TapaHTUPYEMBIX BHUIAOB MEIUKO-TCHETHUYECKOMN
MOMOIIM CEMbAM, OTIATOUICHHBIM HACJIEJCTBEHHOW W BPOXIACHHOW MaTOJIOTHEH:
MEINKO-TEHETUUECKOE KOHCYJIbTHUPOBAHHUE, IMpPEHATAIbHASI JIUArHOCTUKA, CKPUHUHT
HOBOPOJXKJICHHBIX Ha MOIAIONINECS KOPPEKIIUU HACIEICTBEHHbIE O0IE3HH.

4. Nlesrenpnocth MI'K B Pecny6nuke Kazaxctan ocymiecTBiaseTcs B paMKax
00s13aTeTbHOT0 COLMAILHOTO MeIUIIMHCKOT0 cTpaxoBanus (gaiee — OCMC) B COOTBETCTBUU
¢ noctanoBieHueM IlpaButensctBa Pecnnyonuku Kazaxcran ot 20 utonst 2019 roga No 421 "
OO0 yTBepkACHUM MEepPEeyHsT MEAUIIMHCKON TTOMOIIM B CUCTEME 0053aTeIbHOTO COI[UATBHOTO
MEIUIUHCKOrO CTPaXOBaHUs".

5. Ctpykrypa MI'K BkitOUaerT:

1) KOHCYJIbTaTUBHOE OTACJICHUE, TJIe MPOBOAUTCS paboTa MO OIEHKE MPOTrHO3a MOTOMCTBA
B CEMbSX C HACJIEICTBEHHO-OTATOUICHHBIM aHAMHE30M, YTOYHEHHME JHarHosa
HaCJIEJICTBEHHOTO 3a00J1eBaHusl, 00BSICHEHUE MEANKO-T€HETUYECKOT0 ITPOTHO3a B JJOCTYITHOM
JUISL KOHCYJIbTUpYIOMUXCS (popme; B3siTHE OMONCHOHHOTO MaTepuajda HHBAa3WBHBIMU
METOJIaMHU B IPYIIax OEPEMEHHbBIX C BBICOKUM PUCKOM MOPAKEHUS I1J10/1a YaCThIMU (popMaMu
XPOMOCOMHBIX 00JI€3HEH;

2) IUTOTEHETHYECKYIO JIA0OPATOPHIO, T]I€ TPOBOJISAT UCCIECAOBAHMS CEMEM U MAIIIEHTOB C
MOJ03PEHUEM Ha XPOMOCOMHYIO MATOJIOTHIO, BEpU(DUKALIUS [IUTOTCHETUYECKOTO IMarHo3a;

3) naGoparopusi MpeHaTaILHOTO U HEOHATAIIBHOTO CKPUHUHTA, TJI€ MTPOBOJAT CKPUHUHT
nccnenoBanusi 0epeMEHHBIX Ha CBIBOPOTOUHBIE (DAKTOPHI pUCKa CUHAPOMOB JlayHa, DnBapaca
, [laTay; npoBenenrne MaccoBoro CKpuHuHr uccienopanus Ha @KV u BI', noareepxkaenue
JIMarHo3a y TMPEeArnoJIOKUTEIbHO BBISIBICHHBIX JeTel, OMOXMMHUYECKUH KOHTPOJb 3a
JICYCHHUEM IAIUEHTOB.

I'maBa 3. OCHOBHEIE 33]a9¥ ¥ HANIPABJICHUS JEATEIIFHOCTH MEIUIMHCKAX OpraHN3aIHii,
OKa3KIBAIOMIMX MEJHKO-TEHETHIECKYIO IIOMOIIb

6. OCHOBHBIMM 3aJlayaMyd MEIUIIMHCKUX opranu3anuii (maisee — MO), oka3pIBarOIINX

MI'II HaceneHuIO, SIBISKOTCS:

1) ygacTre B MEPOIIPUATHSAX IO paHHEN MPOPUITAKTUKE POKIACHUS I€TEH C XPOMOCOMHOM
M HACJEJCTBEHHOM marojoruel coBMecTHO ¢ MO, OKa3pIBalOIIMMH IEPBUYHYIO
MeauKo-caHuTapHyto nomouis (namee — I[IMCII), mMecTHBIMU MpenCTAaBUTEIbHBIMU U
UCIIOJIHUTEIbHBIMU OpraHaMu o0JacTel, TOPOIOB PECIyOIMKAHCKOTO 3HAUYECHUS U CTOJIMIIBI,
npeanpusTusiMu (paboToJaTeNisIMU) U UHBIMH OOIIIECTBEHHBIMM M HEKOMMEPYECKUMHU
OpraHU3alUsAMU;



2) panHsa auarHoctuka BIIP u HacieacTBEHHOW MaTOJOTHMH C NMPUMEHEHHEM
COBPEMEHHBIX METO/I0B TMArHOCTUKHU;
3) npeaocTaBiIE€HUE YCIYT CEMbSIM M0 IIIAHUPOBAHUIO CEMBH;
4) yTOUHEHHE JUArHo3a HACJIECTBEHHOTO 3a00JIeBaHUS;
5) pacuer pucka MOBTOPEHHUS 00JIE3HU B CEMBE;
6) mpoBeJeHUE MPEHATATbHOIO OMOXHMHUYECKOTO CKPUHUHIa OEpeMEHHBIM B
COOTBETCTBHE C PEKOMEHIAUAMU MEXAYHapoaHbIX cTanaapTos (FMF);

7) mpoBeAeHUE HEOHATAIHHOTO CKPUHUHTA HOBOPOXKJICHHBIM Ha HACJIECACTBEHHbBIC U
BpPOX/JICHHBbIE 3a00JICBaHUSI B COOTBETCTBHMU C MpUKa3oM MUHHUCTpa 31paBOOXpaHECHUS
Pecnybnuku Kazaxctan ot 9 centsiops 2010 roga Ne 704 "OO yrtBepxknenuu I[lpaBun
OpraHu3aluu CKpUHHUHTA" (3aperucTpupoBadH B PeecTpe rocynapcTBEHHOM perucrpaiuu
HOPMAaTUBHBIX MpaBOBbIX akTOB 1o Ne 6490) (nanee— npukaz MuHUCTpa 3paBOOXPAHEHUS
Pecny6nuku Kazaxcrtan ot 9 centsiops 2010 roma Ne 704);

8) mponarasia MeIMKO-reHETUYECKUX 3HAaHUM Cpelli Bpadueil U HACENIECHUS;
9) nocTosTHHOE MOBBINICHUE 3HAHUN JIJI1 OCBOEHUS M BHEJPEHUSI COBPEMEHHBIX METOJIOB
JTMAarHOCTHUKH C 1eNbI0 CHIKeHus BITP, XpoMOCOMHOM 1 HACJIEACTBEHHOM MATOJIOTUH.

7. OCHOBHBIM HampaBJEHUEM JeATeNbHOCTH NMpoduibHbIXx MO sBISEeTCS OKazaHUe
CIEUUAIIM3UPOBAHHON  MEIUIMHCKOW  MOMOIIM U  BBICOKOTEXHOJOTHUYHBIX
MEUKO-TEHETUIECKUX YCIYT JIETCKOMY M B3pociiomy HacesieHuto PecryOnuku Kazaxcran
BceMu MO HezaBucumMo OT ¢opM coOcTBeHHOCTH B ToM uyucie, KO meHTpsl c
MPEOCTABICHHUEM OTUETHBIX ()OPM B YIOJIHOMOUYEHHBIM OpPTraH COTJACHO MPUJIOKEHUIo 1 u
nepcoHagbHy0 KapTy pedenka ¢ BIIP cornmacHo npunosxkenuto 2 k Hacrosimemy CTaHaapry.

I'maBa 4. Tlopsinox opraHu3anuy OKa3aHWs MEAUKO-TEHETHIECKOM IIOMOIH HACEIICHUIO
Pecny6mixu Kazaxcran

8. MI'TI mpoBoauTcs B IIIaHOBOM mopsiake u ocymectsisieTcss B MI'K, oka3piBaromumu
CHELHATU3UPOBAHHYIO MEIULIMHCKYIO TIOMOIIb B aMOyJIaTOPHBIX, CTAI[MOHAPO3aMEeIaloIIUX
YCIIOBUSIX C LIEJBIO MIPOBENECHUS MEPOINPUATUIN IO BBISBICHUIO, TPO(YUIAKTUKE U JICYEHUIO
HACJIEICTBEHHBIX M BPOXKICHHBIX 3a00JIeBaHUMN, IO CHIKEHUIO 00YCIIOBICHHBIX UMH JIETCKOM
3200J1€Ba€MOCTH, CMEPTHOCTH U MHBAJIUU3ALIUY.

9. MI'TI B Pecnny6nuke Ka3zaxcran okassiBaercsa B pamkax OCMC B cOOTBETCTBUM C
nepeyHeM, yTBepKACHHBIM nocTaHoBeHueM [IpaButenscTBa Pecnybnuku Kaszaxcran ot 20
utoHs 2019 roma Ne 421 "OO yTBepkAeHUU NEpPEUYHS MEIULMHCKON MOMOIIU B CHUCTEME
00513aTEIPHOTO COIUATHPHOTO MEIUIIMHCKOTO CTpaxoBaHus".

10. Okazanue MI'TI ¢ opopmiieHreM MEIUIIMHCKON JOKYMEHTAIIUU B COOTBETCTBHH C
dbopMamMu yuyeTHON JOKYMEHTAIIMH B 00JIACTH 3APaBOOXPAHEHUS, YTBEP)KICHHBIMU MTPHUKA30M
UCTIOJHSIOLEro 00s13aHHOCTH MuHucTpa 3apaBooxpanenus Pecriyonuku Kazaxcran ot 30
okTs0pst 2020 rona Ne KP JICM-175/2020 "O6 yTBepxkaeHuu (opM yUETHOU TOKYMEHTAUUN
B 00J1aCTH 3/IpaBOOXPAHEHUS, a TAK)KE€ MHCTPYKIUH MO UX 3al0IHEHHIO" (3aperucTpupoBaH B



PeecTpe rocyiapcTBEHHON perucTpalnvi HOPMATHUBHBIX MPaBOBbIX akTOB moJ Ne 21579) u
BKimovaeT B ce0st MI'K ¢ yuetom pernamenta Bpemenu 40 MUHYT (JOIyCKaeTCsl IPOBEIECHHE
JTYMCTAHIIMOHHBIX KOHCYJbTAIlUM Bpaya IO CHEHUAJbHOCTH "MeaulMHCKass reHeTuka'),
corjlacHO Tipuka3zy MuHuctpa 3apaBooxpanenus Pecriyonuku Kazaxcran ot 26 aBrycra 2021
roga Ne KP JICM-92:

1) manueHToB C MOI03PEHUEM Ha XPOMOCOMHBIE M HACIIEJICTBEHHBIE 3a00JIEBAHMS;

2) MalMEeHTOB W3 TPYIIl PUCKA, BBISIBICHHBIX MPU CKPUHUHTE, B TOM YUCJIE CKPUHHUHTE
6epemennbix Ha BIIP u () XA y miona;

3) cynpyxeckux mnap mnepea nporpammoir DKO mo pesyiibTaTaM T€HETHYECKUX
oOclienoBaHuii, B TOM YHUCJIE C pe3yJbTaTaMH NPEUMIUIAHTAIIMOHHOTO CKPUHWHTA B
MporpaMMax BCIIOMOTATENIbHBIX PEMPOTYKTUBHBIX TEXHOJIOTHI;

4) 4IeHOB CEMbHM MALlMEHTOB C YCTAHOBJIEHHBIM JIUATHO30M BPOXKJIECHHOTO U (UIH)
HACJIEICTBEHHOT0 3a00J1eBaHus;

5) 310POBBIX JIUII C MMOJO3PEHUEM Ha HOCUTEIHCTBO MATOI€HHBIX MyTalllil B T€HAX.

11. Bpau no cnenuanbHOCTH "MeIUIIMHCKasE TeHETUKA" I YCTAHOBJIEHUS TOUYHOTO
JMarHo3a HacJIeJACTBEHHOTO 3a00JieBaHUs, M3ydaeT CEMEWHBIM aHaMHE3 U MEIUIIMHCKUE
oOcye10BaHuMs 7151 OIICHKU U pacueTa PUCKOB TOSIBICHHS WIIA TOBTOPEHUS 3a00IEBaHNUS:

1) mpoBOaUT cOOp MHPOPMALIMA HA OCHOBAHUU:

KJIIMHUKO-T€HEATIOTHYECKOr0 aHAJIN3a;

COCTaBJICHUSI POJIOCIOBHOM C MCIOJIb30BAHUEM KJIACCUUYECKUX CUMBOJIOB, MPUHSTHIX B
MEIUIIMHCKOM I'€HETHKE;

2) oTMedaeT Bce 3a00JeBaHUs POJICTBEHHUKOB, PENPOIYKTUBHBIA aHaMHE3 (ITPOOIeMBbI
JIETOPOXKJCHUSA Y POAUTENIEH, CHOCOB M Y APYTHUX OJIMKAUIINX POJICTBEHHUKOB);

3) olieHMBaET BO3MOXKHOE MOBPEKAI0IIee AeCTBUE (PAaKTOPOB BHEIIHEH CPEJbl, B TOM
gucie 00JIE3HM MaTepu, WHQEKIUU, JEeKapCTBEHHbIC MpenapaThl, BPEAHBIE MPUBBIYKU
POAUTENEH, MPOMBIIIUIEHHBIE U CEJIbCKOXO035MCTBEHHBIE S/Ibl HA PA3BUTHE TUIOJIA;

4) onpenensieT TUI HAaClIeIOBaHMUS;

5) HanpaBisgeT K MpoGUIBHBIM CHEIUATUCTaM (TIeanaTpamM, Bpadam OOIIHil MPaKTHUKH)
nanuenToB ¢ ®KVY mng pacuera nedeOHOro nmuUTaHus, HU3KOOEIKOBBIX MPOAYyKTOB; ¢ BI' k
SHJOKPUHOJIOTY;

6) pemaer BONPOC O MPOJOHTHUPOBAHUU / MPEpHIBAHUU OEPEMEHHOCTH, COTJIACHO
MPUJIOKEHNIO 3 K HacTosAmemy Crangapry;

7) 3amoJHAET TeHEeTUYECKYo KapTy Ha nanuenTta ¢ BIIP u (unm) XA u HaciencTBeHHOU
MaTOJIOTUEN COTJIACHO MPHIOKEHUIO 4 K HacTosieMy CTaHaapry.

12. Bpau no cnenuanbHOCTH "MenUUUHCKas T€HETUKA" MPOBOJAUT MOHUTOPHUHT
3 PEeKTUBHOCTU TIpEeHATATLHONW AUArHOCTUKH W aHaIu3 ciaydaeB poxaeHus aeteit ¢ BIIP u (
i) XA. Opranuzanusi poAOBCTIOMOXKEHUS 3aIMOTHSIET IEPCOHATBHYIO KapTy peOeHKa (nanee
— IIKP) u mepenaer peruoHaqbHOMY BHELITATHOMY T€HETHKY HE IMO3JHee 7 AHEH mocie
POXKJIEHUS] peOCHKA COTJIACHO MPUIIOKEHHUIO 2 K HacTosieMy CTaHnmapry.



13. Bpau no cneuuanbHOCTH "MeauUIIMHCKas TeHETUKA" ompenesnseT NoKa3aHus U
HaIpaBJIsieT Ha JaOOpaTOPHBIE UCCIIETOBAHU:
1) uuTOreHeTUYECKOE;
2) MOJIEKYJIIPHO-IIUTOT€HETUYECKOE;
3) MOJIEKYJIIPHO-T€HETUYECKOE;
4) TaHIEMHYIO MacC-CIIEKTPOMETPHIO.
Pe3ynbpTaThl AMarHOCTUKY Bpay MO CHEUANbHOCTH "MeauuHCcKas reHeTuKa" cooomaer
CEMbE TOJIBKO IOCJIE TIOJTHOTO 3aBEPUICHUSI TAOOPATOPHBIX UCCIIEI0OBAHUI.
14. Bpau no criennanbHOCTH "MeIUIMHCKAs TEHETUKA'":
1) BBICTaBISIET AWMArHO3 M PETUCTPUPYET CBEACHUS O TamueHTe (mpoOaHie) B
MEIUIUHCKYI0 HHPOPMALIMOHHYIO CUCTEMY;
2) ompenensier Hanboee 3h(HEKTUBHBIN CTOCOO MUATHOCTUYECKUX U yTOUHSIOITUX
JIMarHo3 MEpOIPUSTHIA;
3) 0OBsIiCHSIET 0OPAaTUBILIKMMCS CMBIC]I COOPAHHOW M MPOaHAIU3UPOBAHHON MH(OpMaLH,
MEINKO-T€HETUYECKOT0 MTPOTHO3a U METOJIOB MPO(PHUIAKTUKU B CEMBE.
15. Bpau no cnenuansHoCcTH "MeIUMUMHCKAs TEHETUKA" M CHEUHUATUCT C BBICIIUM
o0Opa3oBaHMEM, BJIICIOIIUHN IIUTOT€HETUYECKUMU METOaMHU, TPOBOIST:
1) mpuroToBieHUE IpenapaToB XpoMOCOM (KyJIbTUBUPOBAHKE, PUKCALINS, OKPALTUBAHUE)

2) ananu3 auddepeHuaIbHO OKPAIIEHHBIX MPErnapaToB XpOMOCOM IOl MUKPOCKOIIOM C
pacKJIagKoll KapHOTHIA C UCIOJb30BAaHUEM KOMIIBIOTEPHOM NPOrpaMMBbl KIIETOK
nepudepruueckon n(uin) MynoBUHHON KPOBH, BOPCUH XOPHOHA U (WJIH) TIJIAIICHTHI,

3) MOJEKYJSIPHO-LIMTOT€HETUYECKOE HCCIEA0OBAHUE HEKYJIbTHUBUPYEMBIX KJIIETOK
aMHUOTHUYECKOM KHUAKOCTU C MCHOJIb30BAaHUEM IATU J1€30KCUPUOOHYKIEUHOBOW KUCIOTHI (
nanee — JIHK) 3on10B Ha aneymionauu no xpomocomam 13, 18,21, X u Y;

4) MONEKYJISIPHO-ITUTOTEHETUIECKOE HCClieoBaHne TUMGOIUTOB nepudepudeckont n(mmm
)IIyTIOBUHHOW KPOBHU;

5) odopmiieHue pe3ynbTaTOB UTOITCHETUYECKOTO U MOJIEKYJISIPHO-IIUTOT€HETUYECKOTO
MCCJIEIOBAHMS C MCIIOJIb30BAaHUEM IpaBuil odopmMileHUss XpoMocoMHbIX HapymieHui (ISCN
2020).

16. LluToreneTnyeckre UCCIEIOBAHUS MPOBOASTCS B CICIYIONTUX CIydasX:

1) maoxxectBeHnHbie BIIP;

2) MHOKE€CTBEHHbIE MUKPOAHOMAJIMU PA3BUTHS;

3) HU3KUH BeC IPU POXKJIECHUU;

4) aHOMaJbHOE CTPOECHHE MOJIOBBIX OPraHOB, HEOIIPEAEIEHHBIH MOJ;

5) yMCTBEHHasi OTCTAJIOCTh, OTCTATIOCTh B ICUXOMOTOPHOM Pa3BUTHH;

6) BeIpa)KEHHBIE OTKJIIOHEHUS B POCTE (HU3KUI POCT, BBICOKMH POCT) U pa3Mepe TOJO0BBI (
MUKpoledanus, Makpouedamus);

7) orcTaBaHue B (PU3UYECKOM U MTOJIOBOM Pa3BUTHH;



8) mepBUYHAsI, BTOPUYHASI aMEHOPes U (WJIHM) paHHSS MEHOIIay3a;

9) anomasibHas ciepMOrpaMMa — a300CIEPMHUS UITU BbIPAXKEHHAs OJIMT0300CIIEPMUS;

10) kIMHUYECKHUE MPOSBICHUSI CUHIPOMAa MUKPOCTPYKTYPHOIl XA

11) Gecrnmonne HEICHON ATHUOJIOTUH;

12) penponykTuBHBIE MOTEpH (NMPUBBIYHOE HEBBIHAIMBAHUE, CAMONPOU3BOJIBHBIE
BBIKUJIBIIIM U 3amepinue OepemenHoctr), BIIP mmoxa m MepTBOpOKIeHNS HEBBISICHEHHON
ATUOJIOTHH;

13) npu niaHupoBaHUU OEPEMEHHOCTH METOJIOM BBICOKOPEIPOYKTUBHBIX TEXHOJIOTHIA
IIPU OTCYTCTBUU 3/I0POBOT0 PEOCHKA;

14) nanuuue XA B cembe;

15) yMCTBEHHasi OTCTAJIOCTh y POACTBEHHHMKA, IPU HEBO3MOXKHOCTU 0OCII€IOBAHUS
MalKeHTa;

16) XA niu HeoObIYHBIE XPOMOCOMHBIE BApUAHTHI Y TJ10/1a, OOHapy>keHHble npu [1/1;

17) uccnenoBaHuu OMOJOTMYECKOr0 MaTepuasga CIHOHTAHHBIX BBIKMJBIIICH, TKaHEH
MEPTBOPOKICHHOTO WM IUIOJA C MOPOKAMHU PAa3BUTHUS HEU3BECTHOM 3THOJIOTHHU, MOCIE
MpepbIBaHMs OEPEMEHHOCTH B CBs3U ¢ HanuuueMm BIIP y mnona wim npu Hepa3BUBaroLencs
OCpEeMEHHOCTH.

17. Bpau-nabopaHT 1 (MJI1) CIEUATUCT C BHICIIUM 00pa30BaHUEM MTPOBOIUT:

1) ompeneneHue KOHIIEHTPALMU CBHIBOPOTOUHBIX MATEPUHCKUX MAapKepoB (
AcconuupoBaHHBIN ¢ OEPEeMEHHOCTBIO MPOTEUH-A Ma3mMbl — npoTenH (nanee — [TATIII-A),
bera-cyObennnuniia XOpuOHMYECKOTO TOHAA0TPONMHA YenoBeka (manee — b-XI);

2) pacuer pucka KOMOMHUPOBAHHOI'O CKPUHHMHIA OEpEMEHHBIX Ha CHIBOPOTOYHBIC
(bakTOpBI pUCKa XpPOMOCOMHOM natosioruu (cunapomos [layna, DnBapica, [latay);

3) onpeneneHue ypoBHs (eHUIaTaHNHA U YPOBHS TUPEOTPOITHOI'O TOPMOHA;

4) pe-tect ans noarBepxkaeHus nuarsosa @KV u BI' y npennonokuTeabHO BhISIBICHHBIX
JIETEH;

5) GuoxuMUYECKU KOHTPOJIb 3a JiedeHueM naruenToB Ha ®KY u BT

6) BeIeHHE OTUETHBIX (OPM JTOKYMEHTAIUH, COTJIACHO MPUJIOKEHUIO |1 K HACTOALIEMY
CranpapTy 1 IpOBEAEHUE HEOHATAIIBHOTO CKPUHUHTA HOBOPOKJICHHBIM Ha HACJIEJICTBEHHbIC
U BpOXJACHHBbIE 3a00JIEBaHUs B COOTBETCTBHM C MPUKa30oM MHUHHCTpA 30paBOOXPAaHEHHUS
Pecniy6niuku Kazaxcran ot 9 centsiops 2010 roga Ne 704.

18. Bpau no cnenunanbHOCTH "Meauimuckas reHeTuka" v (Wind) CeUaInCT, BlIaJCIoue
LIATOT€HETUYECKUMU METOJaMH C YYETOM BCEX TEXHUYECKUX NPOLEAYp U BPEMEHHU
MHUKPOCKONMM Ha OJHY CTaBKy B ToJ HOpoBoAUT He Ooisee: 200 kapuosoruyeckue
uccienoBanus TUMQpONUTOB nepudepudeckot u (Min) MynmoBUHHON kpoBH, 120 meTadazHbIx
u (un) uatepdazubix FISH-tectoB 1 120 uccnenoBanuii KapuoTuma BOPCUH XOpUOHA U (WK
) TIJTAUEHTHI WU UTOTEHETUYECKUE UCCIIEIOBAHMS KIIETOK KOCTHOTrO Mo3ra - 200 00pa3ioB u
200 metadasubix 1 (unu) uarepdazusix FISH- TecTos.



19. MI'K s obecriedeHus HaJIEKHOCTH PE3yJIbTaTOB J1aOOPATOPUU yYaCTBYIOT B
nporpammax BOK, cornacHo npukazy Munuctpa 3npaBooxpaHenus: Pecyonuku, Kazaxcran
ot 11 mexabps 2020 roma Ne KP JICM-257/2020 "O6 yTtBepxknennn CtaHmapTa opranu3ainiu
npoBeeHUs 1abopaTopHOI AMarHoCcTUKU" (3apeructpupoBaH B PeecTpe rocynapcTBeHHOU
perucTpaluyu HOpMAaTUBHBIX IPABOBBIX akTOB 1o Ne 21768).

I'maBa 5. PekoMeHyeMEIi ITAaT OpraHu3anyii, OKa3hBaIOMAX MEAUKO-TeHETHICCKYIO IIOMOIIH

20. MyuHUMaJIbHBIA HOPMATUB 00ECIIEYEHHOCTH MEAUUMHCKUMU paboTHukamu B MO,
okasbiBarommx MI'TI B aMOynaToOpHBIX M CTAIIMOHAPO3aMEIIAIONINX YCIOBUSAX, COCTABIIAET HE
MeHee 0,03 momkHOCTHM Bpauya mo crenuainbHocTH "Menununackas reseruka" Ha 10 000
MIPUKPEILICHHOTO HACEIEHUSI.

21. MI'TI HaceneHuto OCyIIECTBIISACTCS:
1) BpauaMu no cnenranbHOCTH "MeauIMHCKas TeHeTUKa';

2) BpayamMu-1a00paHTaMU U CIICIUAIUCTaMu JJabOpaTOPUHU C BBICIIUM OOpa3oBaHUEM (
O0M0JIOTH, OMOTEXHOJIOTH, OMOXUMHUKHU), BBIMIOTHAIONMMU CKPUHUHTOBBIE HCCIEAOBAHUS (
HEOHATAJIbHBIN CKPUHUHT, NIPEHATAIbHBIA CKPUHUHT);

3) cmenuaiuMcTamMu J1abOpaTOPUM C BBICHIUM O0Opa3oBaHHUEM, BIIAJCIOUIUMU
[IUTOT€HETUYECKUMHU METOJJaMU HCCIIeoBaHusT TuMQONHUTOB Tnepudepruyecko u (Wim)
MyMOBUHHOW KPOBH, BOPCUH XOPHOHA U (WJIU) IUIAIICHTHI, MOJIEKYISIPHO-ITUTOT€HETUYECKUE
HCCIIEIOBAHUS HEKYJIbTUBUPOBAHHBIX KIETOK aMHUOTUYECKOU JKHUIKOCTH;

4) denpamep-nadbopanTamu, JabOpaHTAMH.

I'maBa 6. PexoMeHIyeMO€E OCHAIMEHNE OpraHU3aIiii, OKa3hIBAIONIX MEAUKO-TCHETHIECKYIO
IIOMOIIH

22. OcHaleHue MEIUIMHCKUMU W3AEIUAMHU OpraHu3auuii, okaseiBarommx MITI
HaceneHuto Pecny6Gnuku KaszaxcTaH, OCyIIECTBISIETCS B COOTBETCTBUHM C IIPHUKa30M
MunucTtpa 3apaBooxpanenus Pecnyonuku Kazaxcran ot 29 okts6pst 2020 roga Ne KP ICM-
167/2020 "OO6 yTBEepXKICHUU MHUHUMAIBHBIX CTAaHIAPTOB OCHAIIEHUS] OpTaHU3AIUN
31paBOOXpaHEHUS MEAUUMHCKUMHM wu3nenusiMu" (3apeructpupoBan B Peectpe
roCyJJapCTBEHHOM pErucTpalii HOPMATHBHBIX NpPaBOBbIX akToB moa Ne 21560).
JloTIOTHUTENIbHOE OCHAIICHUE MEUIIMHCKUMH U3JICIUSIMU OCYIIECTBISIETCA B aMOYJIaTOPHBIX
MU CTAallMOHAP3aMEMIAIONINX YCIOBHUAX B COOTBETCTBHM C YPOBHEM pETrHMOHAIM3ALNU
MEIUIIMHCKOMN MTOMOIIIH.

23. Meauko-reHeTudeckasi 1adbopaTopusi OCHAIIAETCS HEOOXOUMBIMU peareHTaMu U
PacXOHBIMM MaTEpPUAIaMU B 3aBUCUMOCTH OT IIPOBOJUMBIX UCCIIEOBAHUMN.
24. MI'K c nenbo npoBeieHUs MEPONPUATHIA 110 BBISIBICHUIO, TPO(PHUIAKTUKE U JICUECHHUIO
HACJIEICTBEHHBIX M BPOXKICHHBIX 3a00JIEBaHUMN, IO CHIYKEHUIO 00YCIIOBICHHBIX UMH JIETCKOM
3200J1€Ba€MOCTH, CMEPTHOCTH U MHBAJIMU3AINHN B 3aBUCHUMOCTH OT MIOTOKA UCCIEOBAaHUMH,



o60pyz[yeTc;1 B COOTBCTCTBHHM C MHHHMAJIIBHBIM OCHAIlICHHCM O60py,Z[OBaHI/IH coriaacHoO

MPUWIOKEHUIO 5 K HacTosiemy Ctannapry.

ITpunoxenune 1 xk Crangapty
OpraHu3aliy OKa3aHUs
MEIUKO-T€HETUYECKON TOMOIIH
B PecryOmmuke Kazaxcran

OtgetHbie GOPMBI IPEAOCTABICHHA HHPOPMAIMH IT0 MEAUKO-TEHETHIESCKOH CIryx0e

[Tepuon

Kpyr nuii, npenctapisiiomyux 0T4eT: MEAUIIMHCKHUE OpTraHU3allid BTOPOTO

U TPETHEro 3Tana NpeHaTaIbHOTO CKPUHUHTA HE 3aBUCUMO OT (OopM

COOCTBEHHOCTH C YKa3aHHEeM HOMEpOB TenedoHa u e-mail;

Kyna npencrapnsieTcsi: B OpraHu3aiiuio, onpeaessieMoil yIoJHOMOYEHHBIM OPraHOM;
Cpok mpe1ocTaBiIeHUs: MEIUIIMHCKHE OpraHru3allii BTOPOTO U TPETHEro dTara
MPEHATAIBLHOTO CKpUHUHTA — | pa3 B 6 MecsueB 10 10 yncina cienyronero Mecsua;
Opranuzanuu, onpeaensieMon yIoJTHOMOUYEHHBIM OPTaHOM MPEI0CTaBIISIET

B YIIOJIJHOMOYEHHBIN opraH — 1 pa3 B 6 MecsiieB A0 15 uncia ciaeayronero Mecsia.

Tabmmna 1
ITITTaTel MeMKO-TE€HETHIECKOH CITY>KORI H PECYPCHL:
O6opynoBanue
JUTSL TIPOBEACHUS
MPEHATAILHOTO
OMOXHMUYIECKOTO
damunust, uMs, CKPUHUHTA,
Crenuanuzaiuu
otdecTBO (manee CrenuaibHOCTD, METO (
Ne Pernon 3a IOCJIENHUE 5 .
—®. U. O.) (mpu KaTeropms u CTax CBIBOPOTOYHBII
JeT
€ro HaJTMYIH) WIN CyXHe MATHA)

Mukpockonsl u
porpaMMbl B
LUTOT€HETHYECKH
X JabopaTopusix

KoHcynbTaTUBHAs TOMOIIb:
IIpoBeaeHO METUKO-T€HETUYECKUX KOHCYIbTALIUM, BCETO ,
U3 HUX OepeMEeHHbIe , 1€TH , Ipoune

[{utoreneruueckas ciyxo0a:
MPOBECHO IUTOTCHETUYECKUX UCCIICIOBAaHUH (KApUOTHIT), BCETO:

K3 HHUX BBIABJICHO IIaTOJIOI'MH, BCCTO:

Tabauma 2

OO6mee KOMIECTBO H YACIbHEL BeC BRIIBICHHON XPOMOCOMHO# TATOJIOTHY IIPH
OUTOreHETHIeCKOM 00cienoBanuy nepudepraeckoi KpOBH



XpoMOCOMHas! TaTOJNIOTHsI Bcero %
AHeymiouauu

Tpucomus no 21 xpomocome:
Tpucomus 21, mpoctas dpopma
TpucoMusi 21 TpaHCIIOKAaIlMOHHAS
dhopma

Tpucomus 21, MozangHas ¢popma
Tpucomus o 18 xpomocome:
Tpucomus 18, mpoctast popma
Tpucomus 18, mo3zanmdHas Gpopma
Tpucomus 13, npoctast popma
Tpucomus 13, mpoctast popma
pucomust 13, Mmo3anuHas ¢popma
Cunpgpom lepemesckoro-Tepuepa:
npocrtas ¢popma

Mo3anuHas popma

Cunpnpom Knaitapensrepa:
npocrtas ¢popma

Mo3am4gHas popma

MapxkepHas xpomocoma:

mpocTas popma

Mo3anyHas hopma

[Ipoune AHCYTUIOUUH: (
TIePEUHCITATD)

TIOJTUTUTOM TS

CtpyKTypHBIE HapyIIeHus

XpOMOCOM: (TIEPEUUCITUTD )
IIpoune

Tab6muma 3
CriBopoTouHEIe MapkepHl I TpumecTpa

[Iponumm KOMOWHUPOBAHHBIN CKPHHHHT W3 HHUX BKJIIOYEHO B TPYMIy pHCKa IO
Berano Ha yder MATEPHHCKOTO CBHIBOPOTOYHOrO Mapkepa ( BO3MOXHOW XPOMOCOMHOi MAaTOJIOTHH

Gepemennbix go 12 Aanee — MCM) I tpumectpa, Beero: mioja
HEZECJb, BCETO % oT o011ero uncia % oT 0011ero uucia
o011ee YnuciIo o011ee Yncio
BCTAaBILUX HA y4eT aHaimzoB MCM

MHuBa3uBHas npeHatainbHas AuarHoctuka (ganee — UITJ):
MOKa3aHa UHBA3UBHAsI IMArHOCTUKA (BCETO) , 13 HUX 0TKa30B ot UIIJ]
npouutu UITJL Bcero
[Toxazanus:

B CBsI3U C u3MeHeHusMu MCM

B CBA3H C HAJIMYUCM YJIbTPA3BYKOBLIX MApPKCPOB




B CBSI3H C BO3PACTHBIM (paKTOPOM
MpoYre NoKa3aHus (TepaToreHHble (PaKkTopbl, aHAMHE3 U Apyrue pakTopbl)

IIpoBeneHa UHBa3UBHAs TIMATHOCTHKA (BCETO) , 3 HHUX:

OuorCcHusl XOpUOHa , BBISIBIICHO MAaTOJIOTUH

IJTIALICHTOLCHTE3 , BBISIBJIEHO MaTOJIOTUU

aMHHUOLICHTE3 , BBISIBJIEHO TIATOJIOTUU

KOpIOLIEHTE3 , BBISIBIICHO MTATOJIOTHU

ITo nmoka3zanusam UII/: Bcero npepBanHo , BCETO MPOJIOHTUPOBAHO
Tabmuma 4

XpoMOCOMHAs IaTOJIOTHUA, BeIABIeHHAA MeTomoM UIIJ|

BrigsBnennasa
[pepBana/

Ne xpomocomuble anomanwus ( IToxazanwst myst UTTJ] -

nanee — XA) POJIOHTHPOBaHA
1
2
3
HuauxaTopsl

Tabmuma 5

Hupuxaropsl mporecca U pe3yibTaTa IPeHaTalbHOIO CKPHHWHTA

WuaukaTopsl npouecca WuaukaTopsl pe3ynbrara

VYiensHbIlE Bec

OepeMEHHBIX
OxBart JKEHIIUH,
OxBar N
OepeMeHHBIX MPOUISAIINX YaenbHbIH Bec
OepeMEHHBIX .
KEHIUH KOMOWHHUPOBAaHH MPOBEACHHOU
. . KCHIOIUH OddexTrBHOCTH .
KOM6I/IHI/IpOBaHH bIM T'CHCTUYCCKHUU o HUHBAa3MBHOU
a M MpeHATaIbHBIM  HWHBa3MBHOM R
o CKPUHUHT o 2
OrdeTHbIN P YIABTPa3BYKOBBIM IIPCHATAJIbHOH P
FEHETUYECKUM  MepPBOTO MUaTHOCTHKU B
nepuona CKPUHUHTOM JUArHOCTUKU
CKPUHUHTOM TpuMecTpa, . cpoke mo 19
BTOPOTO (meneBoi
nepBOTO MOMaBIIUX B HEJeNb
TpiMecTpa p - TpuUMecTpa ( moxaszarens or 10 ( N
Ty pUCKa I . 1eneBoi
. VI neaeBou %)
(ueneBoii CHHIpOMaM nokasareib He
rnokasareib He
nokasarens He JlayHa, DnBapica veree 90 %) menee 60 %)
o 0
MeHee 85 %) , [laray (ueneBoit
MoKa3aTeinb He
6omee 5 %)
A 1 2 3 4 5
*[Ipumeuanue:

TabIUIIA 5 3aMOTHSACTCS COTJIaCHO MOSCHEHHIO K HACTOSIIHMM (hopMaM, IIPUBEICHHOMY HIDKE.



B rpade 1 Tabmuimpl 5 ykas3piBaeTCs OXBaT OCPEMEHHBIX JKCHIIMH KOMOWHHUPOBAHHBIM
FeHETUYECKUM CKPUHMHIOM TIEPBOTO TpUMECTpa Ha KOHEI[ OTUYETHOrOo IMepuoja,
PACCUMTAHHBIN IO CIETYIOMICH GopMyIie:

OoXBaT OEPEMEHHBIX >KCHIIUH KOMOWHHPOBAHHBIM T€HETHMUYECKHUM CKPUHUHTOM IE€PBOTO
tpumectpa = [1 x 100 / b, rae:

KOJIMYECTBO OEPEMEHHBIX, BCTABIIMX Ha y4eT 70 12 Henemnb 3a 0T4eTHbIN nepuoj — b;

M3 HUX KOJIMYECTBO OCPEMEHHBIX KEHIIWH, MPOIICAIINX KOMOUHUPOBAHHBIN T€HETUUYECKUI
CKPUHUHI I1epBOro Tpumectpa — I1.

LIEJIEBOM TTOKa3aTenb He MeHee 85 %.

B rpade 2 Tabmuiel 5 ykassiBaeTcs yIeIbHBIN BeC OEPEMEHHBIX >KCHIIMH, MPOIIEIITNX
KOMOWHUPOBAHHBIN TEHETUUYECKUM CKPUHUHT TEPBOTO TPUMECTpa, IMOIMABIIUX B TPYIITY
pucka no cunapomam Jlayna, OnaBapaca u Ilatay Ha KOHEl OTYETHOIrO MEPUOJA,
pPacCCUMTAHHBIN MO CIEayIoNIel popMmyiie:

yAENbHBIN BeC OEpEeMEHHBIX JKEHIIMH TPYIIIbl BBICOKOTO PUCKA IO XPOMOCOMHOM MaTOJI0TUH
mwiona =I1x 100 / b, roe:

KOJIMYECTBO OEpPEeMEHHBIX JKEHIIHUH, MPOLICANNX KOMOWHUPOBAHHBIM T€HETUUYECKUI
CKPUHHUHT IepBOro Tpumectpa — b;

M3 HUX KOJMYECTBO OEpPEMEHHBIX JKCHIIUH C WHIWBUIYaTbHBIM T'€HETHYECKUM PUCKOM
XpPOMOCOMHOM maToJioruu mioja 1:150 u Beime — I1.

1IEJIEBOM ITOKa3areib He Ooiiee 5 %.

B rpade 3 Tabmuubl 5 yka3pIBaeTcsi OXBaT OEPEMEHHBIX >KCHIIMH MPEHATAIbHBIM
yJIbTPa3BYKOBBIM CKPUHUHIOM BTOPOTO TPUMECTpa Ha KOHEL OTYETHOrO0 NEepHuoja,
paccuuTaHHbIN 10 cieayonieit hopmyie:

OXBaT OEpPEeMEHHBIX KEHIINH MPEHATaIbHBIM YIbTPa3ByKoBbiM ckpuHuHroM = I1 x 100 / b,
re:

KOJIMYECTBO OEPEMEHHBIX JKCHIIUH, BCTABIINX HA YUYeT 0 12 Heaenb 32 OTYETHBIA MepUo —
b;
U3 HUX KOJIMYECTBO OEPEMEHHBIX YKEHILIHMH, MPOIIEAIINX MPEHATATBHBIN YIbTPa3BYKOBOM
CKpuUHUHT — 1.

LeJIeBOM nmokasarenb He MeHee 90 %.

B rpade 4 tabmumel S5 ykaseiBaeTcs 3(P(GEKTUBHOCTH WHBA3UBHOUM IMpeHATaIbHOU
JIMArHOCTUKH HAa KOHEIl OTYETHOTO MEPHO/Ia, PACCUUTAHHBIN 10 Cleayrolieil hopmyiie:
O¢ddexTuBHOCT, MHBA3WBHOM MpeHaTabHON Auarnoctuku = b x 100 / I, roe:

KOJIMYECTBO MPOBECHHON NHBA3UBHOM MPEHATAIBHOW TUArHOCTUKH — I1.

KOJINYECTBO BBISIBICHHON XPOMOCOMHOW NATOJOTHH TIOAA MMOCII€ UHBA3UBHOW MPEHATAIIBHON
JIMAaTHOCTUKH — b;

1eneBou nokazarenb oT 10 %.



B rpade 5 Tabnuiiel 5 yka3siBaeTCs yI€TbHBIN BEC MPOBEACHHON NHBA3WBHOM MPEHATAIBHON
JIMAarHOCTUKU 10 19 Henmenb cpeay MHBAa3MBHOW NMPEHATAIBHOM TMAarHOCTUKU HAa BCEX CPOKaxX
OepeMEHHOCTH Ha KOHEI] OTYETHOI'O IIEPHO/Ia, PACCUMTAHHBIHN 110 CIIeIyIome GpopmMyie:
yACJIbHBIM BEC MHBA3WBHOM MpeHaTaIbHOU auarHoctuku 10 19 veaens = b x 100 / I1, rae:
KOJINYECTBO BCEr0 MPOBEACHHOW MHBA3UBHOMW MPEHATAJIBbHOW IUAarHOCTUKH — I1;

KOJIMYECTBO MIPOBEJICHHBIX MHBA3UBHBIX oOcieoBanuii 10 19 Henens — b;

LIeJIeBOM MokaszaTelib He MeHee 60 %.

AHanu3 NpoBeAEHHBIX MYJbTUIUCIUIUIMHAPHBIX KoMuccul (aanee—M/IK)

Peruon:

[Tepuon:

Bcero antenaranbHO BBISIBJIEH BPOXKIEHHBIN MOPOK pa3Butus (nanee — BIIP) mioga

U3 HUX NOJJIEXKAJIO IPEPBIBAHUIO OEPEMEHHOCTH

Bcero anTeHaTtanpHO BBIABIEHO XA INIOJAa  , W3 HUX NOMJIEXKAIO IPEPHIBAHUIO
OepeMEeHHOCTH
ITpepsano BITP u XA Bcero
u3 Hux: B | TpumecTpe 6epeMeHHOCTH

Bo Il TpumecTpe GepeMeHHOCTH
Tabnwa 6

Ananu3s poausmuxcs nereit ¢ BIIP crpororo yuera u XA, cornacuo I[TKP

IIpoBenenu
e MJK,
UILJI (Bun,
CPOK
CKpHHHUHTO OepeMeHHO
BbIC cT,
"I" yuer TBTPa3BYK 3aKITIOYCHH
Ay Nata YJIBTpasBy
oo OBBIC e)/ oTka3
@O (pu  poxxaeHust buoxuumu
OepeMeHHO Jmarmos  ucciaemoBa . ot UILJ),
ro (n nmara YeCKUH KommenTa
NeNe CTU MaTepu HOBOpPOXKJE HUS (Hajee 3aKIHYCHU
HaJIW4YUHM) CMEpPTH B CKPHHMHT pun
pebeHka u HHOT'O — nanee € Y3KUX
pebenka ciaydae mpu XA
MECTO V3U) (nata CIEeLMAIINC
CMEpTH)
pomoB U MECTO TOB ¢
MIPOBEICHH 3aKITIOYCHH
e) eM |
pexoMeHa
UUSIMU
KOHCHUJINYM
a
*[Ipumeuanue k Tabnune 6: BIIP "ctpororo yuera"
Ne i/ BIIP ctporo yuera HaumenoBanue narosoruu

AmdHIEeaNns, YepeTHO-MO3TOBEIE H
CIIHHHOMO3TOBEIC T'PBIKH,
rojompo3dHuedanus, axpaHus,
mm3dHIedanus, UHUOIHIEhATHS,
nuccrHnedanus,
pomOsHIEdanocHHaIICHC,



BIIP uentpanbHOi
CHCTEMBI

HEpBHOU

BIIP  omopHO-IBUTaTENbHOIO
ammapara

BIIP xeny104HO-KHMILIEYHOIO TPAKTa

BIIP Mo4eBBIIEIUTENLHON CHCTEMBI

MHOXeCcTBEHHbIE
MIOPOK Pa3BUTHUS

BPOKJIE€HHBIN

XPpOMOCOMHBIE TATOJIOTMH

Hepaznenupuiuecs: ABOWHU

BIIP snMneBbIX CTPYKTYp

aHCBpU3Ma BCHEI FaneHa,
ANaCTEMaTOMUCIIN, BbIPpAKCHHAA

BEHTPHKYJIOMET NS, THAPOLEhaTH

PenykuuonHnsie IIOPOKH
KOHEYHOCTEH, aXOHJpPOIIa3us,
TaHaTopOpMHAs  JAHCILIA3MS,
KaMIIOMUEIUYECKas OUCIUIa3Hs,
HECOBEPILIEHHBII  OCTEOTEHE3,
pPEAYKIMOHHBIE IIOPOKH

KOHEeUHOCTeH ((hoKOMeHs, aMemus,
CHUPCHOMEJH)

IN'actpomusuc c
BUCIep0oabJOMUHATBHON
JIUCTIPOTIOpLINEH U coueTaHneM XA,
oMcaiomene OONBIINX pa3MepoB (B
TPBDKEBOM MEIIKE MeUeHb, CEPILIE)

JIBYXCTOpOHHSSI areHe3us MHOYeK,
IMMOJIMKUCTO3Had JABYXCTOPOHHSAA
6onesns novek (I[Torrep I u [TotTep
1), KCcTpous
MOYEBOr0 My3bIps, THAPOHE(PPO3
IPY BBIPQXKCHHOM MaJIOBOAUH

MCramgucTuc,

BpoxneHHbIE NOPOKH pa3BUTUS
OoJiee OHOW CHCTEMBI, B TOM YHUCIIE
MHOXECTBEHHBIE rpyosie
BPOXKJICHHBIE AaHOMAJINU KXU3HEHHO
BAXHBIX CHCTEM C OOIIHPHBIM
Je(peKTOM TpyJHOW KIETKH U
nepeaHeld OPIOMIHOM
nenraga Kanrtpenna,
cTelOus Tena)

CTEHKH (
aHOMaJIus

Cungpom Jlayna, Ilatay, DaBapaca
Bce Bubl cuaMckux O1HM3HEIIOB

Pacmenunasr ry0br u /unmm HYOa,
apuHUs, TPOOOCUHUC, IUKIOMHS,
JIBYXCTOPOHHSS aHO(TAIbMUS,
oTouedanus, SMHUTHATYC,
OBICTpOpACTYINHUE 37I0KAYCCTBCHHBIC
OMYXOJU JIMIIEBBIX CTPYKTYD,
KHCTO3HAsI TUTPOMA [IeU

Axapnusi, TUIOIJIACTHYECKHI
CHUHAPOM JIEBBIX OTJIENOB Ceplia,
aHoManus OOITelHa, SKTOMHUS
cepana, (GpuOpo37TaCTO3 IHIOKAPAA,
MpEPBIBAHUE TYTU A0PThl, AHOMAJIUU
Vs, obuuit apTepuanbHbBI CTBOI,
Tp¥ XKaMepHoe cepale,
BBIPAXXEHHBI CTEHO3, aTpe3us,
TyOyJIsipHAsT THUIOIUIA3US AOPTHI,
BBIPDQXXEHHBIH CTEHO3 U aTpe3us

JEeTOYHOHU apTepwuu,



9 BIIP cepaua u cocynos TeTEePOTOKCHYECKUH  CHHApPOM  (
MIPaBONPEICEPAHBII  M30MEpPU3M),
TsOK Y JIBIe (POPMBI TPUKYCTIHIATEHON
OUCIIA3UH, aTpesus
TPUKYCIIMAAIBHOIO  KjamaHa,
CUHAPOM OTCYTCTBHA KJlallaHa
JIETOYHON  apTepuu, eIUHBbIN
JKEIyJI0UeK cepiua, MH(aHTUIbHAs
apTepuainbHas KaJbLU(pUKAIHS,
TOTaJbHBII AHOMAJBHBINA JApEHaX
JETOYHBIX BEH, TPAHCIO3UIIM
MarucCTpajbHBIX COCYI0B

HduadpparmanbHas rpblXka,
JIBYXCTOPOHHSAA TUITOTUTA3Hs/
10 BIIP npIxaTenbHOM CHCTEMBI areHe3us JTYTKUX, 0OCTPyKTUBHBIC

MOpPaKEHUSI BEPXHHUX ABIXAaTEIbHBIX
yTeu
[Tpunoxenne 2 x Ctangapty
OpraHu3aIiy OKa3aHUs
MEINKO-TeHETHYECKO oMo
B PecnyOnmuke Kazaxcran

IlepconanpHas kapTa pebeHKka ¢ BpOXKIeHHBIM IOPOKOM pa3BuTui (Hasiee — BIIP)

[epconanbHas xapra pedenka ¢ BITP Ne
1. Mecro poxneHust
Paznen A. Cenenust o pebeHke

2. @amums, uMst, otdectBo (Hanee — @MO) (ipu ero Hanmunm) pedeHKa

3.
Hara 4. TTon 5. Bec 6.
poxne Poct
HUSA
B -—
7. Me
Cocro A - )kuBOH b - MmepTBOpOXKICHHBII yo 16)
SIHUEC A o
THEH
8.
Hwnaru
03
BIIP

9. Ko BITP (MexnynapoaHas kinaccudukanus 6osesneit 10-ro nepecmotpa)
Pasznen b. Cenenus o poautensax

10. ®UO (mpu ero HAMUYNH) MaTEePH

WUH:

IIMCII (rme Habmronarack o 6epeMeHHOCTH)
Howmep coTtoBoro tenedona marepu pedbeHka

11. lomamrauii aapec

12. lata poxaeHus 13. HanmonaabpHOCTH



14. Ne GepeMeHHOCTH 15. Ne ponos 16. Cpok
OepeMEeHHOCTH

17. Ocnoxuenus B 1 TpuMecTpe 6epeMeHHOCTH
WHdopmanys o MIpoXokAEHUH IPEHATaIBHOTO CKPUHUHTA

18. YnprpasBykoBoe uccienoBanue (nanee — Y3U) mmona 1,2,3 Tpumectpa

(maHHBIE O BBIBICHHBIX 3XOrpadUIecKuX MapKepsl XpoMocoMHble maToioruid BITP mmoma, MecTo mpoxoxaeHus
Y3H)

Y31 1 KTP MM TBII MM Hpyroe
y3u 2 BIIp BIIP mwioza -
MM

V3U 3 BIIP nnona

19. buoxumuaeckuit ckpuHUHT (MOMBI pricka MECTO IPOBEACHUS CKPUHUHTA)

TAIHA __ b-XT'Y MoM TBII MoM Puck
MoM E— —

WHdopmanus o mpeHaTanbHOM KOHCHINYME

Ilokazanus JUTA TIPEHATaJIbHOT'O KOHCUIIMYMa

MecTto npox0oXIeHUI Cpok GepeMeHHOCTH
Pernrenus mpeHaTa bHOTO KOHCHIMYMa

20. ITpodeccus matepu, mpod.BpeTHOCTH

21. 3aboneBaHus MaTepu

22. ®HO otma 23. Nata poxxaeHust
24. HarnmoHaapHOCTh 25. Ilpodeccus orua, mpod.BpeIHOCTH

26. 3ab0IeBaHUs OTLA

Paznen B. CBexenust 06 oTpHIIaTENBHBIX (aKTOpax

27. Hanuuue reHeTHYeCKUX 3a00IeBaHUI

Martepu peberka Oren peGeHKa

Pasnen I'. City>xeOHBIC CBeICHUS

28. JlaTa 3amoHeHHAS 29. MecTo 3aIoaHeHUS

30. ®UO (mmpu ero HaNUYIUK) TOJKHOCTD JIMIIA 3aTI0THUBIIETO EPCOHANBHYIO KapTy peOeHKa

IIpunoxenne 3 k Cranmapty
OpTaHHU3aLIH OKa3aHHS
MEJIMKO-T€HETUUYECKOU TTOMOIIU
B PecniyOnmuke Kazaxcran

ITepeueHs MEAUIUHCKAX ITOKA3aHHUI K MIPEPHIBAHMIO OEPEMEHHOCTH WM JOCPOIHOMY
POoIOpa3spemeHHIO, YIPOXKAIOMIKE KA3HH IUT0/1a (MOHOICHHBIE TeHETHISCKHE 3a00JIeBaHU, HE
KOPPHTHPYEMEIE BPOXKICHHBIE MOPOKH Pa3sBHTHS M COCTOAHHS IO, HECOBMECTHMEIE C XH3HBIO)
HE 3aBUCHMO OT CpOKa 6epeMEeHHOCTH

1. [Topoku pa3BUTHUS HEHTPAIBHON HEPBHOM CUCTEMBI: aHAHLIe(aIUs, YEPETTHO-MO3IOBBIE
¥ COMHHOMO3TOBBIE TPBIKH, TOJOMPO33HLEdaIs, akpaHus, U3 HIepanns, HHHOIHLeDaTus
, JmccaHnedanus, Mukpouedanus, poMOdHIEPATOCUHANICUC, BHYTPUUYEPEIHBIE



BHYTPUYTPOOHBIE KPOBOM3IHSHUA, cHUHApoM J[leHnu-Yokepa, aneBpusma BeHbl ['aneHa,
IMACTEMaTOMUENUs, CUHAPOM ApHonbaa-Kuapu, BbIpakK€HHass BEHTPUKYJIOMETalusd U
ruaporedans, BHyTpUYEPEITHbIEC OMYXOJIH.

2. BIIP nuneBbIX CTPYKTYp W LIE€U: apUHUS, TPOOOCIUC, [TUKIIONHUS, JTBYXCTOPOHHSIS
aHopTampMusi, oToredanus, dMUTHATYC, OBICTPOPACTYIIHE 3M0KAYCCTBEHHBIE OITYXOJH
JMLEBBIX CTPYKTYP, KUCTO3HASI TUTPOMA IIIEU.

3. ITopoku pa3BUTHS JBIXaTENbHON CHCTEMBI: IuadparMalibHas rpbbka, 00b¥MHbIE
o0pa3oBaHUsl CPENOCTCHUS, JABYXCTOPOHHSS THUIOIUIa3usl J¥TKUX, OOCTPYKTHBHBIE
MOPAXKECHUSI BEPXHUX JIBIXaTEIIbHBIX MYTEH, OIyXO0JU BUIOYKOBOU JKEJIE3bI.

4. TTopoku pa3BUTHS CEPJCUHO-COCYAUCTON CUCTEMBI: aKapus, TMHONIACTUYCCKUM
CHUHJIPOM JIEBBIX OTJIEJIOB Cep/lla, aHOMallusl DOITelHa, SKTONus cepana, Gudposaactos
SHJIOKapAa, NpEephIBAHUE OYTrd aOPThl, aHOMAJIUU Y, OOIIMN apTepUalbHBINA CTBOI,
Tp¥XKaMepHOEe Cep/lle, BbIpAXKEHHBIN CTEHO3, aTpe3us, TyOysspHas TUIOIUIa3us aopThl,
BBIPDAXKEHHBIA CTEHO3 W aTpe3usl JIETOYHOM apTepHH, IeTePOTOKCHYECKHN CHHAPOM (
IPaBONPECEPAHBIA U30MEPHU3M), TsDK Y.JIble POPMBI TPUKYCIUIATBHON JUCIUIA3UU, aTpe3us
TPUKYCIUIAIBHOTO KJalaHa, CUHAPOM OTCYTCTBHS KJallaHa JIErOYHOW apTepuu, €IUHBIN
KEIyJI0ueK cep/iia, MH(DaHTUIIbHAS apTepraibHas KalblU(PUKaIMs, TOTATbHBIA aHOMaTbHBIN
JIPEHAX JIETOYHBIX BEH.

5. Ilopoku pa3BUTHUSI OPTraHOB MUIIEBAPEHUS: TACTPOIIN3UC C BUCIIEPOAOIOMUHATIEHON
JUCIporopiueit u couetanneM XA, omdaroiiene 00JIbIINX pa3MepoB (B IPHIKEBOM MEIIKE
MeYEHb, CePLE).

6. [Topoku pa3BUTHS MOYEBBIACIUTEIBLHON CUCTEMBI: IBYXCTOPOHHSA areHe3us MOYeK,
MOJUMKUCTO3HAs NByXcTOpoHHsa Oone3Hb mouek (Ilorrep I u Ilorrep II), meramucruc,
KCTpousi MOYeBOro My3bIpsi, omyxonu, cunapom Ilpyne-bemnu, runponedpos npwu
BBIPAXKEHHOM MAJIOBOJIMHU.

7. Ilopoku pa3BUTHS KOCTHO-MBIIIEYHON CHUCTEMBI: aXOHJIPOTeHe3, TaHATOhOpMHAs
IUCIUIa3usl, KaMIIOMUETNYECKasl JAUCIUIAa3Usl, HECOBEPIIEHHBIM OCTEOT€HE3, PEAYKIIMOHHBIE
MTOPOKH KOHEYHOCTEH ((hoKOoMeNnwsi, aMmenus, cupeHoMmenwsl ), cuHapoM JKerne, cuapoM Armepa
, cungpom Ildaitdpdepa, Tsaxensie GopmMbl CHHIpOMA KayAallbHOW PErpeccuu, CUHIPOM
Jlapcena, CHHIPOM KOPOTKUX peOep-MONUAAKTUINN, XOHAPOIKTOAEpMaIbHas TUCTLIA3UI.

8. AIpEHOTEeHUTAIIbHBIN CUHIPOM.

9. I'pyObie BpOXKACHHBIE AaHOMAJIUU KU3HEHHO BXKHBIX CUCTEM C OOIIMPHBIM AeHEKTOM

TpyAHOM KJIETKH U TepeHelt OpromHoi cteHku (nentaga Kanrpenna, anomanust ctebiis Tena)

10. I[TonTBepxk ¥ HHbIE XPOMOCOMHBIE aHOMAJIUU.
11. CniunanpHas MbleuHas aMmuotpodus, Muonatus Hromenna/bekkepa.
[Ipnmeuanue:
[Ipu BHYTpUYTpOOHOM MOPOKE Pa3BUTHUA Y IUI0JIA, HE YKAa3aHHOM B JJAHHOM IEpEeyYHe,
MPEACTABISAIOIEM YIPO3y XKU3HHM W(WJIM) KAYECTBY >KM3HU, TPO3SILEM TSKYJIBIM YPOHOM



3I0POBBIO, BOMPOC O MPEPHIBAHUU OEPEMEHHOCTHU PEIIAeTCs MYJIbTUAUCIUTUIMHAPHON
KOMHCCHEH coryiacHO mpuka3zy MuHuctpa 3apaBooxpanenus: PecnyOnuku Kazaxcran ot 26
aBrycta 2021 roga Ne KP JICM-92 "OO6 yTBepkJieHUM CTaHAapTa OPraHU3alMH OKa3aHUS
aKyIIepCcKo-TUHEKOoJornyecko momoiu B Pecnybnuke Kazaxctan" (3apeructpupoBaH B
Peectpe rocynapcTBeHHON perucTpaliii HOPMAaTUBHBIX MPABOBBIX akTOB 1o Ne 24131).

[Ipu BHYTpHyTpOOHOM MOPOKE Pa3BUTHUS Y TUIOJA, HE MPECTABISIONIEM YIPO3Y KU3HH U/
WJIM Ka4eCTBY JKM3HU, BOMPOC O MPEPHIBAHUN OEPEMEHHOCTH PEIIaeTCs KOHCHIIMYMOM Bpaydeit
COTJIACHO YKETaHUI0 OEPEMEHHON/CEMbH.

IIpunoxenne 4 k Cranmapty
OpTaHHU3aLIH OKa3aHHS
MEJIMKO-T€HETUUYECKOH TTOMOIIU
B PecniyOnmuke Kazaxcran

Tya 6iTkeH gaMy keMicTiri (6yaan opi — TIK) xoHe/HeMece XpoMOCOMAITBIK anoMammd (OyaaH opi
— XA) xoHE TYKhIM KyaJIJaHTHIH IaTOJOTHACH 0ap MaIMeHTTiH TeHETUKAJIBIK, KapTachl

I'eneTnuecka kapTa Ha MAaLMEHTA C BPOKJIEHHBIM TOPOKOM pa3Butus (nanee—BIIP)
U/ XpPOMOCOMHOM aHOMaJiien (fanee — XA ) U HaclIeICTBEHHOM TaTOJIOTHel
['enerukansIk kapta/ I'eneTnueckas kapra Ne

Kabvuinay xyni/Jlata obpaienus

bananbry Teri, aThl, okeciHiH aThl (Oynan opi — T.A.O.) (6ap OonraH xarmaiiia)
/®amunus, ums, otdectBo (Hanee — O.M.O) (mpu ero HamTu4uun) pedeHKa

Kenymrinig T.A.O. (6ap 6onraH xarmaiina)/
®.1.0 (pu ero Hanmuyuu) oOpaTUBIIETOCS

Baitnansic monimerTepi/KoHTakTHbIC JaHHBIE

[IpoOGananeH TyBICTBHIK KaTbiHAChl/PoICTBEHHOE OTHOIIIEHUE K TPOOAHIY

TypFBUIBIKTEI MEKEHKaMBI xKoHe TenedoH//loMaiauii anpec u tenedoH

Kait mekemenen xioepinren/Kem HanpasieH

Cypanbic makcaTsl/ Llens oOparneHus

Otinim 6epy cebebi/[IpuunHa oOpameHus

ITpo6arn/ ITpoGany



T.A.O. (6ap Oonran xargaiga) (O.1.O (mpu ero HaTUIHH)

¥t/ HanimoHaIbHOCTH

Tyran xkyH1 MeH xepi/Jlata 1 MecTo poxkaeHUs

Kyxrinik mep3simi (antacsl)/Cpok 6epeMeHHOCTH (B HEJEINSIX)

Bocany ke3injeri mapaHaHblH OpHaJIaCybl: OOMIBIK, KOJIIeHEH,)kaMbac, ask/
[Tonoxenue mona Npu pojax: MPoAOIbHOE, MONEPEYHOE, STOTUIHOE, HOKHOE

Tonwik Mep3iM/I1, Mep3iMiHEH OypbIH/[|OHOIIIEHHBIN, HETOHOIIEHHBIHI

Tipi Tyran, eni Tyrad /JKUBOpOXKACHHBINA, MEPTBOPOKICHHBIN

Kaiiteic 601161 (>kachl, MOMITTI alllbIl Kapay KYHI MEH YaKbIThI, Kail xxepje)/
YmMep (Bo3pacr, T/1e, KOraa, BCKPBITHE)

KaiiTeic 60ran cubcTepi Typassl (3Kachl, MOMITTI alllbIl Kapay KYHI MEH yaKbIThI, Kal
xepae)/ Ceeaenust 00 ymepuux cudcax (Bo3pacT, Tie, KOrja, BCKPbITHE)

Knnuukaneik quarnos / Kinmaudeckuii 1uarsos

[{uToreHeTUKaNbIK Tanaay AepekTepi / JlaHHbIe MIUTOTEHETHYECKOTO aHAI3a:
Kapuorun /Kapuorurt:

AmHacpeiHbIH / Matepu:

OKeciHig /OTia:

bamanbig /Pebenka:

Kenecke kenren npoOanaTeiy eaHamuesi/[Ipoban anaMHe3 KU3HHU MpoOaHa
OTHOCUTEIHHO KOHCYJIBTUPYEMOTO BOIIPOCa

[TpoGananeH KyKTiIiK aFbIMbl/ TeueHre 0epeMEHHOCTH MPOOaHIOM:

KOCLIMI]Ia aKnapaT/ I[OHOJIHI/ITGJILHBIG CBCACHMUI




Curb6c¢ npob6anzs /Crubes mpobanna

BocanynerH perTik HeMipi /
ITopsinkoBbIN HOMEpP POIOB
T.A.O.(Oap OonraH xaraaiina) TyraH
KYHI/

®.M.0.( npu ero HalMuMM) jaara
pOoXIeHus

TyraH Ke3Jeri aTa-aHACHIHBIH Kachl/
Bo3pact poaurteneit Kk MOMEHTY
POXKIEHUS

KaiiTeic OonraH sxarmaiia cebeOin
kepceTiHiz / B cmydae cmepTtn
yKa3aTh IPHUUHY

Kocrimma ManiMerTep/
JlomonHUTENBHbIC CBEACHHUS

ITpo6anxTeIy TysicTapsl/ PoscTBeHHMKY npobanaa

[TpobanKa TybICTHIK KaTbIHACH/

PoxcrBenHoe orHomenue kK  AHacel /MaTb
poOaHIy

T.A.O. (06ap Ooaran xarmaima)/

®.1.0 (mpu ero HaIHIUH)

TyraH KyHi, TyFaH xepi/

Jlata 1 MecTO poXKaCHUS

¥nTe1

HanuonansHOCTB

[TpoGaHATHIH TyFaH Ke3/eri Kkachl/
Bo3pacT Kk MOMEHTY pOXIEHUS
npobaHa

Binimi/O6pazoBanue

Kywmpbic icreiiTiH xepi /Mecto
paboThI

Mamauasirel/CrieIuaIbHOCTE

AybIpFaH aypynapbl/
[Tepenecennbie 3ab0neBaHms

Kazipri ke3zeri JeHcayIIbIK KaFaalbl

/CocTosiHUE 3JOPOBbS B HACTOSIIUI
MOMEHT

Okeci /Orerg



Hexe TybIcTBIFBI/
PoncrBenHocTs Opaka

Koceivmia mamimertep/
JlomonHUTENBHBIe CBEICHUS

Heke TypraH Kke3zeri xacsl /
Bospact BeTymieHus B Opak

ATa —aHachIHbIH YATH/HalMOHATIBHOCTE POJUTENECH:
oliei/>keHbl ep/MyxKa
Amnacel/Martb
Okeci/Orery

ATa- aHaCBIHBIH TyFaH kepi/MecTo poXKJIeHUS POAUTENCH:
Amnace/Martb

Okeci/Orely
OcblI )KYKTUTIK, aJIIBIHFBI )KYKTUIIT HEMEH asKTal b1/
Hacrosmas 6epeMeHHOCTh 110 cUeTy Ipoure 0epeMEeHHOCTH OKaHYHUBAIIUCH

Kanpinter 60canysl/
Kaman, KaHmra/Koraa, CKOJIbKO
HopmanbHbIME pogamMu

Mep3iminen OypsiH 60ocany/
Karan, KaHIra/koraa, CKOJIbKO
MPEXKICBPEMEHHBIE POJIBI

Oui mapanamen 6ocany/
Kauran, kaumra/koraa, CKOJIbKO
POJIaMI/I MEPTBBIM I1JIOJJOM

OszmiriHeH xacanraH abopT/
Kaman, KaHra/koraa, CKOJIbKO
CaMOITPON3BOJIHLHBIM a00PTOM

MeauiuHaask abopt/
. Kamian, kaHia/koraa, CKOJIbKO
MEIUITUHCKIH abopT

JKatbipaH THIC KYKTLTIK/
. Karan, kaHia/koraa, CKOJIBKO
BHEMaTO4YHOW OEpEMEHHOCTHIO

Iexipeci / PoxocnoBras




Koncynbramus xocnapsl / ITnan npoBeneHns KOHCYIbTaIHiA

1.

A O

3epTTey/liH HOTHXeNIepl/Pe3ynbTaThl ucCae0BaHUM:
[utorenerukanslK / [{luToreHeTHYECKUX

BruoxuMusibIK / OMOXUMHUYECKUAX

VIMMYyHOJOTHSUIBIK / *MMYHOJIOTHYECKUX

backa napaknuHuKanblK / Jpyrux napakimHUYEeCKUX

KopbITeiHIBI /3aKIIIOUeHIE




OTiHIW OepylIiHiH KEHEC alfaHaH KeiHr1 KaObUIIaFaH IIemimi/
Pemenue , npuHsaTOE 0OpATUBIIMMCS 110CJIE KOHCYJIbTAIIUH

Or0Oacel anamuesl/ CeMerHbIi aHaMHE3

[TaTonorusbik-aHaTOMUSIIBIK 3epTTey ([1aToMOTrHsIIbIK-aHaTOMUSITBIK 3€PTTEY XaTTaMachl
No, mpozektop)/[TaranioroanaroMmuyeckuii 1MarHo3(MpOTOKOI BCKPHITUS No, TPO3EKTOP)

IMpunoxenue 5 k Ctangapty
OpTaHM3ALH OKA3aHHS
MEINKO-T€HETHIECKOH ITOMOIITH
B Pecybmmuke Kazaxcran

MunauManbHOE OCHAIIeHHE 000pyIOBaHHEM

Ne /i HaumenoBanne o00pynoBaHus KonunuectBo
1 IlepcoHanbHBII KOMIBIOTED 2

ABTOMaTI/IBI/IpOBaHHaH CHUCTEMA
JAAArHOCTUKHU CUHAPOMAJIBHBIX

2



10

11

12

13

14

MUKpPOCKOIl 3KCHEPTHOIO KJjacca,
CBETJIOMOJIbHEIA  OCHAICHHBIN
KaMepol © MEepPCOHAJIbHBIM
KOMITBIOTEPOM C IIPOTPAMMHBEIM
MOJyJIEM, BKJIIOYAIOMUA B ce0s
Moyis 06a3bl JaHHBIX TALUECHTOB U
cllydaeB, MOJyJb  3axBaTa
M300pakeHUS ¥ MOJIYJIb TIPOBEACHUS
KapHUOTUIIMPOBAHUS B CBETIIOM II0JIC
C aBTOMATHYECKHUM COCTaBJIICHHEM
KIIMHUYECKUX OTYETOB*

MHUKpPOCKOIT 3KCIEPTHOTO Kjacca,
MIPOXO/ISIIETO U OTPAKESHHOTO CBETA,
OCHAaIIeHHBIH Kamepou Hu
MEPCOHATLHBIM KOMITBIOTEPOM  C
IIPOrpaMMHBIM MOZYJIEM,
BKJIFOUAOIIKH B ce0st Moaynb 0a3bl
JAHHBIX TAIIMEHTOB U CIIy4Yaes,
MOJlyJib 3axBaTa HM300paXKCHUS U
MOAYIb NpOBEACHHUS
KapHOTUIIMPOBAHUS B CBETJIOM I10JIC

1 mmrT.

u Moaynb nns mposenenus FISH
aHaiM3a ¢ HabOpOM CBETOPHIBTPOB
JUIST  BU3yallM3alUsd XpOMOCOM
13,18,21, X, ¥V, ¢ aBTOMaTHYECKUM
COCTaBJICHUEM  KIWHUYECKUX
CIIy4aeB ¥ OTYETOB;™*

TepmocrtaT nHKyOaTop ¢ HU(BPOBHIM
KOHTpOJIEM TeMIepaTypbl He MeHee 1 miT.
+60 I'panyc Llenscus (nanee —°C)

Hentpudyra 3000 o6G/MuH mns
npobupok odbem He Oosmee 15 1 mT.
MUJUTATATD

LlenTpudyra HacTONBHAS M
mpobupok Tuma duneraopd odvem 1 mT.
1,5-2,0 munaumerp

CyLUIBHBINA CTONUK IS CTEKOJ 1 mr.
BrrTspxHOM mIKad 1 mr.

Habop mo3aTopoB ogHOKaHAIBHBIC |
-10 mukpomutp (mamee — mxi), 200 1 Habop
MKk, 1000 Mx

JlamuHapHblii mkad) ¢ BEpTUKAILHON
nojaveit Bo3ayxa

1 .

®apMaleBTUYECKUN XOJIOANIBHUK + |

2/+8°C e
Mopo3sunsHas kamepa a0 -20°C 1 mr.
K 6

avepa and rubpummsamuu M|,

JeHATypaIyn

1 mTyk (anee — mr.)



15 Bonsnas ©Gans ¢ uum@poseiM 1 mT.
KOHTPOJIEM TEMIIEPATyphl, 00BEM OT

2 nuTp
16 Boptekc 1 m.
17 pH- metp 1 mr.
18 Mka¢ s XpaHEeHUST XUMHYECKUX -
peareHToB

Habop BaHHOYEK AJIs pyYHOTO JUIS
19 PYYHOrO OKpallMBaHHUS CTEKON  lymakoBka
cocyasl Koraa

Mununentpudyra - BOPTEKC €O

20
CMEHHBIMH OJIOKaMH

21 Ixad s apxuBupoBaHus crekon 1

MHoro¢yHKIHOHATbHBIH
BBICOKOTOYHBIH OMOXUMHUYECCKUIT
aHaJIU3aToOp [IJIsI MPOBEIECHUSA
22 HEOHATaJIbHOTO CKpUHUHra c¢ 1
MpOrpaMMaMH pacdeTa pHcKa U C
KOMITJIEKTYIOIIUMH TSl IPOBEACHUS
MOJIHOr0 00BEMa UCCIICOBAHUIT;

MHOTO()YHKIIMOHATEHBIH
BBHICOKOTOYHBIH OMOXUMUYECKUIT
aHauM3aTop Uil TIPOBEACHUS
2 MpEeHATAIbHOTO CKPUHUHTA C
nporpaMMaMy pacdeTa pHUCKa
pexomennoBanHbix FMF wu ¢
KOMIUIEKTYIOIIUMH ISl IPOBEACHUS

IOJIHOro 00beMa HCCHCHOB&HHﬁ.
* Ilpumeuanue: AOMyCKaeTcs HaIMYMe OJTHOTO MUKPOCKOINA € ABYMS MPOTPaMMHBIMU
MOAYJISIMU (CBETJIONONbHBINA U ()a30BOKOHTPACTHBIN )

© 2012. PI'TI ma IIXB «MHCcTUTYT 3aKOHOAATENbCTBA U NTpaBoBoil nHGopMarun PecriyOnuku Kazaxcram»
MunucrepctBa roctuimu Pecnyonmku Kazaxcran



