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06 yrBepxneHnu CTaHIapTa OpraHU3amUy OKa3aHUA MEIUKO-TEHETHIECCKOH 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
roga 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 Peciy6mike Kazaxcran
I'masa 1. O6nmme moroxkeHus

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¥ ¥ HANIPABJICHUA JEATEIFHOCTH MEIUIMHCKUAX OpraHN3aIHii,
OKAa3KIBAIOMIMX 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 opraHu3aniy OKa3aHWs MEAUKO-TEHETUIECKOM IIOMOIIH HACEIICHUIO
Pecny6muiku 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 rocynapcTBeHHON perucTpaiii HOPMATHBHBIX MPAaBOBBIX akToB moja Ne 21579) u
BKitouaeT B ce0ss MI'K ¢ yuetom pernamenta BpemeHu 60 MUHYT (JOTTyCKaeTCsl TPOBEJCHUE
JTYMCTAHIIMOHHBIX KOHCYJbTAIlUM Bpaya IO CHEHUAJbHOCTH "MeaulMHCKass reHeTuka'),
corjlacHO Tipuka3zy MuHuctpa 3apaBooxpanenus Pecriyonuku Kazaxcran ot 26 aBrycra 2021
roga Ne KP JICM-92 "OO6 yTBepkIeHUHM CTaHAapTa OpraHU3alluu OKa3aHWSs
aKyuIepcKo-TuHeKonorndeckoi nomomiun B Pecnybnuke Kazaxcran" (3apeructpupoBad B
Peectpe rocynapcTBEHHOM perucTpaii HOpMaTUBHBIX MPAaBOBbIX akTOB Ne 24131):

1) manueHToB C MOI03PEHUEM HAa XPOMOCOMHBIE M HACIIEJICTBEHHBIE 3a00JIEBaHMS;

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

3) cynpyxeckux map mepea nporpammoir DKO mo pesyiibTaTaM T€HETHYECKUX
oOclienoBaHWii, B TOM YHUCJE C pe3yJbTaTaMH NPEUMIUIAHTAIIMOHHOTO CKPUHWHTA B
IporpaMMax BCIOMOTATEIbHBIX PENPOAYKTUBHBIX TEXHOJIOTU;

4) 4IeHOB CEMbM MAIMEHTOB C YCTAHOBJIEHHBIM JIUATHO30M BPOXKJIECHHOTO U (UIH)
HACJIEICTBEHHOT0 3a00JIeBaHus;

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

Caocka. ITynkr 10 - B penakuuu npukaza Munuctpa 3apaBooxpanenus PK ot 21.02.2025
No 12 (BBoaUTCS B IeCTBUE TIO UCTEUCHUH JECATU KaJCHIAPHBIX JHEH MOCIe JHS €ro
nepBoro o(UIIMaIbHOTO OMyOJIMKOBAHUS ).

11. Bpau no cneuuanbHOCTH "MeIUIMHCKas: T€HETUKA" I YCTAHOBJIEHHUS TOUYHOTO
JMarHo3a HACJIEICTBEHHOTO 3a00JICBaHUS, M3Y4YaeT CEMEHHBIM aHaMHE3 W MEIUIIMHCKUE
oOcye10BaHMs 17151 OLICHKU U pacueTa PUCKOB TOSIBICHUS WIIA MOBTOPEHUS 3a00JIEBaHNUS:

1) mpoBoaut c6op MHPOPMAIIK HA OCHOBAHUU:

KJIIMHUKO-T€HEATIOTHYECKOr0 aHAJIN3a;

COCTaBJICHUSI POJIOCIOBHOM C MCTOJIb30BAHUEM KJIACCUUYECKUX CUMBOJIOB, MPUHSTHIX B
MeIUIIMHCKOM I'€HETHKE;

2) oTMevaeT Bce 3a00J1€BaHUs POJICTBEHHUKOB, PENPOAYKTUBHBIN aHaMHe3 (ITpoOIeMbl
JETOPOXKIICHUS Y POAUTENICH, CHOCOB M Y APYTHUX OJIMKAUIITNX POJICTBEHHUKOB);

3) olieHMBaET BO3MOXKHOE MOBPEKIatoIIee AecTBUE PaKTOPOB BHEIIHEW CPEJbl, B TOM
yucne 00JIE3HH MaTepu, MH(EKIMU, JEeKapCTBEHHbIE MpenapaThl, BPEAHbIE MPUBBIYKU
POAUTEINEH, MPOMBIIUIEHHBIE U CEJIbCKOXO03MCTBEHHBIE /Il HA PA3BUTHE TUIOJA;

4) onpenensieT TUI HAaClIeIOBaHMUS;

5) HanpaBseT K MpOQUIBHBIM CHEIMATUCTaM (TeauaTpamM, Bpadyam OOIINil MPaKTHUKN)
nauueHtoB ¢ ®KVY s pacuera neueOHOro nuTaHusi, HU3KOOEIKOBBIX MPOAYKTOB; ¢ BI' k
SHJOKPUHOJIOTY;

6) pemaer BONPOC O MPOJOHTHUPOBAHUU / MPEpbIBAHUU OEPEMEHHOCTH, COIJIACHO
MPUIOKEHUIO 3 K HacTodmeMmy CTaHaapry;

7) 3amojHsAeT TeHeTHYeCKy o KapTy Ha maruenTa ¢ BIIP u (wan) XA u HaciencTBeHHOU
MaTOJIOTUEN COTJIACHO MPWIIOKEHUIO 4 K HacToseMy CTaHaapry.



12. Bpau no cnenuanbHOCTH "MenUUUHCKas T€HETHKA" MPOBOJAUT MOHUTOPHHT
3 PEeKTUBHOCTU TIpEHATATLHONW AUArHOCTUKH W aHaIu3 ciaydaeB poxzaeHus aeteit ¢ BIIP u (
nan) XA. Opranuzaiys poAOBCIIOMOKEHHS 3aIIOTHAST IIEPCOHAIBHYIO KapTy peOeHKa (naiee
— IIKP) u nmepenaer peruoHajJbHOMY BHEIITATHOMY TF€HETHKY HE IMO3jJHee 7 AHEH mocie
POXKJIEHUSI peOCHKA COTJIACHO MPUIIOKEHUIO 2 K HacTosieMy CTaHnmapry.
13. Bpau no cnenuanbHOCTH "MeauiMHCKasi T€HETUKA" ONMpeaessseT MOKa3aHus U
HaIpaBJIsIeT Ha JIA0OpaTOPHbBIC UCCIIETOBAHMUS:
1) nuTOreHEeTHYECKOE;
2) MOJIEKYJIIPHO-LIUTOT€HETUYECKOE;
3) MOJIEKYISIPHO-TE€HETUYECKOE;
4) TaHAEMHYIO0 MaCC-CIIEKTPOMETPHIO.
Pe3ynbTaThl AMArHOCTUKYU Bpay MO CHEUAIbHOCTY "MeauunHCcKasi TeHEeTUKA" coo0IaeT
CEMBbE TOJILKO TOCJIE MOJTHOTO 3aBEPIICHHUS TA0OPATOPHBIX HUCCIIEOBAaHUMN.
14. Bpad no criennanbHOCTH "MeIUIMHCKAsi TeHETHKA':
1) BBICTaBISIET AWMArHO3 M PETUCTPUPYET CBEACHUA O maimueHTe (mpobaHie) B
MEJIUIMHCKYIO0 HH(HOPMAIIUOHHYIO CUCTEMY;
2) omnpenenser Hanboaee dHPEKTUBHBIN CIIOCO0 TUATHOCTUYSCKUX M YTOUYHSIOIIUX
JIarHO3 MEPOIIPUATHH;
3) 0OBsiCHSIET 0OPATUBIIUMCSI CMBICIT COOpPAHHOU M TIPOaHATU3UPOBAHHON WH(OpMaIUH,
MEINKO-T€HETUYECKOT 0 MPOTHO3a U METOJIOB MPO(PHUIIAKTUKU B CEMBE.
15. Bpau no cnenuaibHOCTH "MeauuuHCKas reHeTuka" M CHelHaIUuCT C BBICIIUM
oOpa3oBaHUEM, BIAJCIONIUHN ITUTOTEHETUYECKUMU METOAaMU, TIPOBOJISIT:
1) mpuroroBieHUE NpenapaToB XpoMOCoM (KyJIbTUBUPOBAHKE, PUKCALINS, OKPALTUBAHUE)

2) a"anu3 auddepeHIuanbHO OKPAIIEHHBIX MPENnapaToB XpOMOCOM IO MUKPOCKOIIOM C
pacKiIaiKol KapuoTUNa C HCHOJIb30BAaHHEM KOMIBIOTEPHON MPOrpaMMbl KIETOK
nepudepruueckoid u(WIM) NYNOBUHHOW KPOBH, BOPCHH XOpPHOHA, IUIALEHTHl U
KYJbTUBUPOBAHHBIX KJIETOK AMHUOTHYECKOMN KUIKOCTH;

3) MOJEKYJISIPHO-IIUTOTEHETUYECKOE MCCIEAOBAHUE HEKYJIbTUBUPYEMBIX KJIETOK
AMHHOTHYECKOMN >KUJKOCTU C UCMIOJIb30BAHUEM TISITU JAE30KCUPUOOHYKIEUMHOBOU KHUCIOTHI (
nanee — JIHK) 3on10B Ha aneymionaun mo xpomocomam 13, 18,21, Xu Y;

4) MONEKYJISIPHO-IIUTOTEHETUYECKOE HCClIeJOBaHNE TUM(POIUTOB nepudepruyeckon u(mimm
)IIyIOBUHHOW KPOBH;

5) odopmiieHHE pPe3yIbTATOB IIUTOTEHETUUECKOTO U MOJICKYJISIPHO-ITUTOT€HETUYECKOTO
MCCJIEIOBAHMS C UCIOJIb30BAaHUEM TMpaBwmil 0hopMIIeHHs] XpOoMOCOMHBIX HapymieHu# (ISCN
2020).

Cuocka. I[IyHkr 15 ¢ n3smMeHeHnem, BHECEHHBIM IPUKA30M MUHHCTpA 3[paBOOXPAHEHUS
PK ot 21.02.2025 Ne 12 (BBoguTCS B AEWCTBUE MO UCTEUEHUM JCCATH KAJICHAAPHBIX JTHEH
MOCJIE IHS €r0 MEePBOro OPUIIMATBLHOTO OMYyOJIMKOBAHMUS).



16. [lutoreHeTHYECKUE UCCIAEAOBAHUS MPOBOJSATCS B CIECAYIOMIMNX CIydasx:

1) maoxxectBeHHbie BIIP;

2) MHOKE€CTBEHHbIE MUKPOAHOMAJIMU PA3BUTHS;

3) HU3KHI BeC TIPU POXKICHUH,

4) aHoMaJIbHOE CTPOCHUE MOJOBBIX OPraHOB, HEOIPEICICHHBIN MOJT;

5) yMCTBEHHasi OTCTAJIOCTh, OTCTAIOCTh B ICUXOMOTOPHOM Pa3BUTHH;

6) BbIpa)KEHHBIE OTKJIIOHEHUS B POCTE (HU3KUM POCT, BBICOKUH POCT) U pa3Mepe TOJO0BHI (
MuKporedanus, Makporedaus);

7) oTcTaBaHue B (PU3UUECKOM U TIOJIOBOM Pa3BUTHUH;

8) mepBHUYHAsI, BTOPUYHASI aMEHOPes U (W) paHHSISI MEHOIay3a;

9) anomasibHas ciepMOrpaMMa — a300CTIEPMHUS UITU BBIPAXKEHHAs OJIMT0300CTIEPMUS;

10) kIMHUYECKHUE MPOSBICHUS CUHIPOMAa MUKPOCTPYKTYpPHOU XA

11) 6ecrioive HESICHOM ATHOJIOTHH;

12) penpoayKTuBHbIE TOTEpU (IPUBBIYHOE HEBBIHALIMBAHHUE, CAMOIPOU3BOILHbBIC
BBIKUJIBIIM U 3amepinue OepemenHoctr), BIIP mmoxga m MepTBOpOKIeHNS HEBBIICHEHHON
ATUOJIOTUU;

13) npu niaHupoBaHUU OEPEMEHHOCTH METOJIOM BBICOKOPENPOYKTUBHBIX TEXHOJIOTHIA
MIPU OTCYTCTBUU 3/I0POBOT0 PEOCHKA;
14) nanuuue XA B ceMbe;

15) yMCTBEeHHasi OTCTAJIOCTh y POACTBEHHHMKA, TP HEBO3MOXKHOCTU 00OCII€I0BAHUS
MalyeHTa;

16) XA wiu HeoObIYHBIE XPOMOCOMHBIE BApUAHTHI Y T10/1a, OOHapy>keHHble mpu [1/];

17) uccnenoBaHuu OMOJIOTUYECKOTO MaTepualia CIOHTAHHBIX BBIKUJIBIIIEH, TKaHEH
MEpPTBOPOKJICHHOTO WJIM IUIOJAa C MOPOKAMHU PA3BUTHS HEU3BECTHOM 3THOJIOTUH, MOCIE
MpepbIBaHMs OEPEMEHHOCTH B CBs3U ¢ HanuuueMm BIIP y mnona wim npu Hepa3BuUBaroLencs
OepEeMEHHOCTH.

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

1) ompeneneHue KOHIIEHTPALIMKM CHIBOPOTOUHBIX MATEPUHCKUX MapKepoB (
AcconunupoBaHHBIN ¢ OEPEeMEHHOCTBIO MPOTEUH-A Mma3mMbl — npoTenH (nanee — [TATIII-A),
bera-cyObenuuniia XOpuoHUYECKOT0 TOHAOTPOIMHA YyenioBeka (aanee — b-XI'Y);

2) pacueT pucka KOMOMHUPOBAHHOI'O CKPUHHMHIA OEpEMEHHBIX Ha CHIBOPOTOYHBIC
(bakTOphI pUCKa XpOMOCOMHOM natosioruu (cunapomos [layna, DnBapica, [latay);

3) onpenenenue ypoBHs (eHUIATAHUHA U YPOBHS THPEOTPOITHOTO TOPMOHA;
4) pe-tect mns noareepxkaeHus auardo3a @KV u BI' y npenonoKuTenbHO BbISIBICHHBIX
JIETEH;
5) GuoXMMHUYECKHUI KOHTPOJIb 3a JieueHrueM nanueHToB Ha PKY u BI;
6) BeeHNEe OTUYETHBIX (POPM JOKYMEHTAIIMH, COTJIIACHO MPUIIOKEHHIO | K HAaCTOAIEMY
CranpapTy 1 IpOBEAEHNUE HEOHATAIIBHOTO CKPUHUHTA HOBOPOKJACHHBIM Ha HACJIEICTBEHHbIC



U BPOXKJEHHBbIE 3a00J€BaHUs B COOTBETCTBUU C NMPUKA30M MUHHCTpa 3/1paBOOXpPaHEHUS
Pecny6niuku Kazaxcran ot 9 centsiops 2010 roga Ne 704.

18. Bpau no crneuunanbHOoCTH "MeauiuHckas reHeTuka" v (i) CeUaNNCT, BIaJCIolue
[MUTON€HETUYECKUMHU METOJJaMH C YYEeTOM BCEX TEXHHYECKHX MPOLENyp U BpPEMEHU
MUKPOCKONIMM Ha OJHY CTaBKy B Troja mpoBoauT He Oonee: 200 KapHOJIOTHYECKHE
uccienoBanus TMMQounUToB nepudepruyeckoi u (Min) myrnoBUHHON KpoBH, 120 MeTadazHbIx
u (uwm) uatepdazupix FISH-TecToB 1 120 uccnenoBanuii KapuoTuiia BOPCUH XOpUOHA U (WK
) TJIAIEHTHI WU IUTOTEHETUYECKUEe NCCIIeIOBAHMS KIIETOK KOCTHOTO Mo3ra - 200 00pa3iioB u
200 metadazubix 1 (unu) uarepdasusix FISH- TecTos.

19. MI'K nns obecnieueHusi HaACKHOCTH PE3yIbTATOB JA0OPATOPUU YYaCTBYIOT B
nporpammax BOK, cornacHo npuka3zy Munuctpa 3npaBooxpaHeHus: Pecyonuku, Kazaxcran
ot 11 mexabps 2020 roma Ne KP JICM-257/2020 "O6 yTtBepxknennn CtanmapTa opranu3aniu
poBeeHus 1abopaTopHO AMAarHoCTUKHU" (3apeructpupoBaH B PeecTpe rocynapcTBeHHON
perucTpaluyu HOpMAaTUBHBIX PABOBBIX akTOB 1o Ne 21768).

I'maBa 5. PekoMeHyeMBIi ITAaT OpraHu3anyii, OKa3hBAIOMAX MEAUKO-TeHETHICCKYIO IIOMOIIb

20. MuHUMaJIbHBIA HOPMATUB 00ECIIEYEHHOCTH MEAUUMHCKUMU paboTHukamu B MO,
okasbiBaromux MI'TI B aMOynaTOpHBIX M CTAIIMOHAPO3aMEIIAIONINX YCIOBUSIX, COCTABIIAET HE
Menee 0,03 momkHOCTHM Bpaya mo crenuainbHocTH "Menununackas reseruka” Ha 10 000
MIPUKPETUICHHOTO HACEIEHUSI.

21. MI'TI HacesieHUIO OCYIIECTBIISACTCS:
1) Bpauamu no crneruaibHOCTH "MeauIuHcKast reHeTUKa'

2) BpayamMu-1a00paHTaMU U CIICIUATIUCTaMU JJabOpaTOPUHU C BBICIIUM OOpa3oBaHUEM (
O0Mo0JIOTH, OMOTEXHOJIOTH, OMOXUMUKHU), BBITIOJTHSAIOIIMMHA CKPUHUHTOBBIE HCCIEAOBAHUS (
HEOHATaJIbHbI CKPUHUHT, IPEHATAIbHBIN CKPUHUHT);

3) cmenuaiucTamMu J1aboOpaTOpUM C BBICHIUM OOpa3oBaHHUEM, BIIAJCIOUIUMU
[IUTOTCHETUYECKUMHU METOJaMU HCCIeNoBaHusT TuM@onuToB mnepudepudeckor u (Wim)
MTyIIOBUHHOM KPOBH, BOPCUH XOPHOHA U (MJIU) IUIALICHThI, MOJEKYJISPHO-IUTOT€HETUYECKHUE
MCCIIEIOBAHUS HEKYJIbTUBUPOBAHHBIX KJIETOK aMHUOTUYECKOU JKHUJIKOCTH;

4) denpamep-nadbopanTamu, JJ1abopaHTaAMH.

I'maBa 6. PexoMeHIyeMO€ OCHAIMEHNE OpraHU3aIiii, OKa3hIBAIONINX MEAUKO-TCHETHIECKYIO
IIOMOIIH

22. OcHalleHue MEIUIMHCKUMHU W3AEIUSIMU OpraHu3anuii, okaspiBaromumx MITI
Hacenennio Pecnybnukm Kaszaxcran, OCyHIECTBISIETCS B COOTBETCTBHU C MPHUKA30M
MunucTtpa 3apaBooxpanenus Pecnyonuku Kazaxcran ot 29 okts6ps 2020 roga Ne KP ICM-
167/2020 "OO6 yTBEepKICHUU MHUHUMAJIBHBIX CTAaHIAPTOB OCHAIIEHUSI OpTaHU3AIUN
31paBOOXpaHEHUS MEAUUMHCKUMHM wu3nenusiMu" (3apeructpupoBan B Peectpe



rOCyJapCTBEHHOM pErucTpallidi HOPMATHBHBIX NPaBOBbIX akToB moa Ne 21560).
JIOTIOHUTENbHOE OCHAIIEHUE MEAUIMHCKUMH U3JEIUSIMHU OCYIIECTBISAECTCA B aMOYJIaTOPHBIX
Y CTalMOHApP3aMEIIAIIIUX YCIOBUSAX B COOTBETCTBUU C YPOBHEM pPETHOHAIM3ALMNU
MEAUIIMHCKON TTOMOIIIH.

23. Menuko-reHeTnueckasi 1adopaTopusi OCHAIIACTCS HEOOXOIUMBIMUA peareHTaMH |
PacXOJHBIMHM MaTepHaiaMy B 3aBUCUMOCTH OT IMPOBOJUMBIX UCCIIEI0OBaHUMN.

24. MI'K c nenbro npoBeeHUsT MEPONPUATHIA 110 BBISIBICHUIO, TPO(PHUIAKTUKE U JICUEHUIO
HACJIEJICTBEHHBIX U BPOKICHHBIX 3a00JIEBaHM, IO CHIKEHUIO OOYCIIOBIIEHHBIX MU JETCKOM
3a00J1€Ba€MOCTH, CMEPTHOCTH M MHBAJIMIU3ALMHU B 3aBUCHUMOCTH OT NIOTOKA UCCIEJOBaHUMH,
000pyayeTcsi B COOTBETCTBUM C MHUHHUMAJbHBIM OCHAILEHHEM OOOpYJOBaHUS COTJIACHO

MPWIOKEHUIO 5 K HacTosimeMmy Ctannapry.

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

OtgetHbie HOPMBI IIPEAOCTABICHHA HHPOPMAIMH IT0 MEAUKO-TEHETHIESCKOMH CIryx0e

[Tepuon

Kpyr nun, npeacTaBisomux oT4eT: MEAUIIMHCKUE OPTraHru3aIlii BTOPOTO

U TPETHETO 3Tala MPEHATATHHOTO CKPUHUHTA HE 3aBUCUMO OT (hopM

COOCTBEHHOCTH C YKa3aHHEM HOMEpOB TenedoHa u e-mail;

Kyna npencraBisercs: B OpraHu3aIuio, onpeeasieMo YITOTHOMOYCHHBIM OPTraHOM;
Cpox mpenocTaBICHUS: METUITMHCKIE OPTaHU3aI[UU BTOPOTO U TPETHETO 3Tara
MpeHaTaIbHOTO CKpUHHUHTA — | pa3 B 6 Mecstes 10 10 uncna crieayromero Mecsia;
Opranuzaruu, orpeaenaseMol yIOJTHOMOYEHHBIM OPTaHOM MTPEIOCTABIISET

B YIIOJTHOMOYEHHBIN oprad — 1 pa3 B 6 Mecs1eB 0 15 dncia caeayonero Mecsia.

Tabnuma 1
IIITaTel MeMKO-TeHETHIECKOM CITyXKOBI M PECypCHI:
O6opynoBaHue
JUTSL TIPOBEICHHS
MIPEeHATALHOTO
OMOXHMUYECKOTO
damunust, UM, CKpHUHUHTA,
Crenmanuzanuu
otdecTBO (manee CrenuaibHOCTD, METOJ (
Ne Peruon 3a IOCJIEIHUE 5 .
—®. W. O.) (mpu KaTeropus M CTax CBIBOPOTOYHBIN
aer
€ro HaJIHYIH) WIN CyXHe MATHA)

Mukpockonbsl u
porpaMMbl B
LUTOT€HETHYECKH
X JabopaTopusix

KOHcyHBTaTI/IBHaH ITIOMOIIb.



[IpoBeieHO MEAMKO-TEHETUYECKUX KOHCYJIbTAIIMI, BCETO
13 HUX O€pEeMEHHbBIC , 1€TH

, Ipoune

I{utorenernueckas ciayxoa:

IMPOBCACHO MUTOTCHCTUUCCKUX I/ICCJICJIOBaHI/Iﬁ (KapI/IOTI/IH), BCCI'O:

N3 HUX BBIABJICHO IIaTOJIOI'MH, BCCTO:

Tabmuma 2

O6mee KOMMIECTBO H yASIbHBIH BEC BEIABICHHOH XPOMOCOMHO# ITaTOJIOTHH IPH
OUTOreHETHIECKOM 06cnenoBanuy nepudepraeckoil KpoOBH

XpoMOCOMHas TaToJIOTus Bcero
Aneymionanu

Tpucomus no 21 xpomocome:
Tpucomus 21, mpoctast popma
TpucoMusi 21 TpaHCIIOKallMOHHAA
dbopma

Tpucomus 21, Mo3andHas Gpopma
Tpucomus no 18 xpomocome:
Tpucomus 18, npocras dpopma
Tpucomus 18, mozanunas ¢popma
Tpucomus 13, npocras dpopma
Tpucomus 13, nmpoctast hopma
pucomust 13, mo3anunas ¢popma
Cunpnpom lepermeBckoro-Teprepa:
npocrtas ¢popma

Mo3an4Has opma

Cunpapom Knaitndenbrepa:
npocras popma

Mo3an4yHas popma

MapxkepHast XpoMocoMa:

mpocTas popma

Mo3anyHas hopma

[poune AQHCYIJIOUUH: (
TIePEUHCITNTD)

TOJTUTUTOM TS

CTpyKTypHBIE HapylmeHus

XpOMOCOM: (TIEPEUUCITUTD )

IIpoune

CrBoporognsie Mapkepsl I TpaMecTpa

%

Tabmuma 3



Beramo Ha ywer IpOUIM KOMOMHMPOBAHHbBIH CKPUHMHT U3 HHMX BKJIIOYCHO B IPYNIY DPHCKA IO
GepeMeHHBIX 0 12 MATCPUHCKOIO ChIBOPOTOYHOIO Mapkepa ( BO3MOXHOW XPOMOCOMHOH NaTOJOTHH

HeJlelb, BCETO nmanee — MCM) I tpumecTtpa, Bcero: mwioza
% oT obuiero uncna % ot obuero 4yucia
o011ee Ynciio o0l11e€e YHCII0
BCTaBILIUX HA y4eT ananuzos MCM

MuBa3uBHas npeHaraibHas auarHoctuka (ganee — UITJ):
MOKa3aHa UHBA3UBHAsl IMArHOCTHKA (BCETO) , 13 HUX 0TKa30B oT UITJI
npouutn UITJ Bcero
ITokazanus:
B CBsI3U ¢ u3MeHeHusiMu MCM
B CBSI3M C HAIMUKUEM YJIbTPA3BYKOBBIX MAPKEPOB
B CBSI3U C BO3PACTHBIM (pakTopom
MpoYHre NOKa3aHus (TepaToreHHble (PaKkTopbl, aHAMHE3 U Apyrue pakTopbl)

IIpoBeneHa HHBa3UBHAs TMATHOCTHKA (BCETO) , 3 HUX:

Ouorcusi XopuoHa , BBISIBIICHO MATOJIOTUH

IJIALIEHTOLCHTE3 , BBISIBIICHO MATOJIOTUH

AMHHOIICHTE3 , BBISIBIICHO MATOJIOTUH

KOpIOLIEHTE3 , BBISIBIICHO MTATOJIOTHU

ITo nokazanusm UII/I: Bcero nmpepBaHo , BCETO MPOJIOHTUPOBAHO
Tabnuma 4

XpoMOCOMHas NIaTOJIOTHA, BeIBICHHaA MeTogoM HUI1/]

BrisiBneHHnas
[IpepBana/
Ne xpomocomHuble anomanus ( IlToxazanwust myst MTTJ]
[IpononrupoBana
nanee — XA)
1
2
3
HNugyuxaropst
Tabnuma 5

HummkaTopsl mpomecca U pe3yJibTaTa MPeHaTaIbHOr0 CKPHHWHTA

WHaukaTopsl pouecca WHaukaTopsl pe3ynbrara

ViaenbHBI Bec

OepeMEHHBIX
OxBart JKEHIUH, YnenbHbll Bec
OepeMeHHBIX IpoIIeIIINX Oxpar IPOBEJCHHON
OepeMEHHBIX .
KEeHIIHH KOMOMHHUPOBaHH HHBa3UBHOM
KOMOMHHMPOBAHH BIif T€HETUUECKUI HCHILITH OS¢ dexrrBHOCTS MpeHaTalbHOU
. Bl M CKPUHHHT MPEHATATLHEM  yyypasupHOl JIMAarHOCTHKH B
OTderHbI FEHETUYECKUM  MEPBOTO YANTPASBYKOBEM. mpenatanbHoit cpoke jo 19
fiepron CKPUHUHTOM TpuMecTpa, CHPUHUHTOM AUArHOCTUKH Hezenb

BTOPOTO



nepBOro MOMaBMIUX B  TpPUMECTpa ( (ueneBoit (memeBoi

TpUMecTpa IPYIINY PUCKA MO I[eJIeBO U nokasaresib oT 10 mokazartenb He
(umeneBoi CHUHIpOMaM mokazateixb He %) Menee 60 %)
mokazatens He JlayHa, OnBapaca menee 90 %)

MeHee 85 %) , [laray (ueneBoit

mokasareib He
6onee 5 %)

A 1 2 3 4 5

*[Ipumeuanue:
TabNHIa 5 3aMoTHIETCS COTIACHO MOSICHEHUIO K HACTOAIUM (hopMam, MPUBEICHHOMY HITKE.
B rpade 1 Tabmuibl 5 yka3piBaeTCs OXBaT OCPEMEHHBIX KEHIIMH KOMOWHHUPOBAHHBIM
T€HeTHYECKUM CKPUHUHTOM IIEPBOTO TpUMECTpa Ha KOHEN OTYETHOrO0 TMepHoja,
PaCCUMTAHHBIN IO CIEAYIONICH GpopMyIie:
OoXBaT OCPEMEHHBIX >KCHIIMH KOMOWHHPOBAHHBIM T'€HETHYECKHUM CKPUHUHTOM IIEPBOTO
tpumectpa = [1 x 100 / b, rre:
KOJIMYECTBO OCPEMEHHBIX, BCTABIIMX Ha y4eT 10 12 Heleab 3a OTYETHBIN nepuoj — b;
W3 HUX KOJIMYECTBO OEPEMEHHBIX JKEHIIWH, MPOIISAIINX KOMOMHIUPOBAHHBIA TeHETHUCCKUI
CKPUHUHT nepBoro Tpumectpa — I1.
LIEJIEBOM TTOKa3arenb He MeHee 85 %.
B rpade 2 Tabmuiel 5 ykaspiBaeTcs yIeIbHBINM BeC OEPEMEHHBIX >KCHIIUH, MPOIIEIIINX
KOMOWHHPOBAHHBIA T€HETUYECKUH CKPUHUHT IEPBOTO TPUMECTPA, TOIMABIIUX B TPYIIITY
pucka mo cuHapomam Jlayna, DaBapiaca u Ilatay Ha KOHEII OTYETHOTO MEpPUOJA,
paccuuTaHHBIN 10 ceaAyoIIei hopmyiie:
yACIbHBIN BeC OepEMEHHBIX JKCHIITUH TPYIITHI BEICOKOTO PHCKA IO XPOMOCOMHOM MaTOJIOTHH
mwiona =I1x 100 / b, roe:
KOJIMYECTBO OEPEMEHHBIX JKCHIIWH, MPOMIEAITNX KOMOMHUPOBAHHBIA TEHETHUYCCKUU
CKPUHUHT MEPBOTr0 TpuMecTpa — b;
M3 HHUX KOJIMYECTBO OCPEMEHHBIX >KCHIIMH C WHIWBUAYAJIbHBIM TC€HETHYECKHUM PHUCKOM
XpPOMOCOMHOM maToJioruu mioja 1:150 u Boime — I1.
[IEJIEBOU MMOKa3aTelb He 0oiee 5 %.
B rpade 3 Tabmuier 5 ykaspiBaeTcsi OXBaT OEPEMEHHBIX JKCHIIUH MPEHATATbHBIM
yJIbTPa3ByKOBbIM CKPUHUHIOM BTOPOTO TpPUMECTpa Ha KOHEI OTYETHOIro MepHuoja,
PACCUMTAHHBIN IO CICTYIOMICH GopMyIie:
OXBaT OEpPEeMEHHBIX KEHIINH MPEHATaIbHBIM YIbTPa3ByKoBbiM ckpuHuHTroM = I1 x 100 / b,
rje:
KOJIMYECTBO OEPEMEHHBIX JKCHIIUH, BCTABIINX HA YUYeT 0 12 Heaenb 3a OTYETHBIN MepUuo —
b;
W3 HUX KOJUYECTBO OCPEMEHHBIX JKCHIIWH, MPOIIEAIINX MPEHATATbHBIN YIbTPA3ByKOBOMH
CKpUHUHT — 1.
1eneBou nokazarens He MeHee 90 %.



B rpade 4 tabmumer S5 ykaseiBaeTcs 3(P(EKTUBHOCTh WHBA3UBHOM TMpEHATaIbHOU
JMAarHOCTUKH HAa KOHEIl OTYETHOTO MEPHO/Ia, PACCUYUTAHHBIN 10 Cleayrolieil hopmyiie:
O¢ddexTuBHOCTH NHBA3WBHOMU MpeHaTaIbHON Auarnoctuku = b x 100 / I, rre:

KOJIMYECTBO MTPOBEACHHON MHBA3UBHOM ITPEHATAIbHOM TUAarHOCTUKH — 1.

KOJINYECTBO BBISIBICHHON XPOMOCOMHOW MATOJOTHH TLIOAA MMOCIIE UHBA3UBHOW MPEHATAIBHON
JIMAaTHOCTUKHU — b;

1eaeBoit mokas3arenb ot 10 %.

B rpade 5 Tabnuiiel 5 yka3siBaeTCs yIeTbHBIN BEC MPOBEJACHHON MHBA3WBHOMW MPEHATAIBHON
JIUAarHOCTUKH 10 19 Henenb cpeay MHBA3MBHOW NMPEHATAIBHOM TMAarHOCTUKU HAa BCEX CPOKaX
OepeMEHHOCTH Ha KOHEI] OTYETHOI'O IEPHO/Ia, PACCUMTAHHBIN 10 CIIeIyIome Gpopmyrie:
yIeNbHBIN BeC MHBA3UBHOM MpeHaTaabHON AuarHoctuku 10 19 nenens = b x 100 / 11, rae:
KOJIMYECTBO BCETO MPOBEACHHON HMHBA3UBHOM MPEHATAILHOW THArHOCTUKH — [1;

KOJMYECTBO MTPOBEJICHHBIX MHBA3UBHBIX oOcienoBanuii 10 19 Henens — b;

1IeJIeBOM Mmokaszareiib He MeHee 60 %.

AHanu3 NpoBEJCHHBIX MYJbTUAUCUUIUIMHAPHBIX KoMuccuil (nanee—MJIK)

Peruon:

[Tepuon:

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

U3 HUX MOJAJIEKAIIO MPEPhIBAHUIO0 OEPEMEHHOCTH

Bcero anTeHaTtanpHO BBIABICHO XA INIOJa  , W3 HUX NOJIEXKAIO IPEPHIBAHUIO
OepeMeHHOCTH
ITpepBano 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 MUK,
WL (Bu,
CpOK
OepeMEeHHO
CKpHHHHTO cT,
BB e 3aKITIOYCHH
"II" yuer Nara YIBTPa3ByK e)/ oTka3
o OBBIE ot HIIJD),
GepeMeHHO PHO (mpu poracrms JIMarHO3  WCCIenoBa BHOX“?M” 3aKITI0YEHH
NeNe CTU MaTepu (u nata HOBOPOJXKZ€ Hus (nanee qeckun € Y3KHX
P HAIMYMH) CMEpPTH B PO A CKPUHUHT
pebeHka u pebenka  cnydae HHOT'O — Janee pi XA CIICIIMATINC
MeCTO V3U) (nata TOB C
pozoB cmepTH) IR VPN 3aKIII0YCHH

NpOBENEHN cM "

e) pekoMeH 1a



MUSAMHU KommenTa
KOHCHIIUYM PHU
a

*[Ipumeuanne k Tabmure 6: BIIP "cTpororo ydera"
Ne i/ BIIP ctporo yuera HaunmeHoBaHue nmatosoruu

AmdHIIE(DaNHs, YepeTHO-MO3TOBBIC U
CIIMHHOMO3TOBBIE TPBIXKH,
roJionpo33Huedanus, axpaHus,
mm3dHIedanus, UHUOIHIEhATHS,

BIIP uenrtpanbHOi HepBHOW succdHumedanus,

CUCTEMBI pomOsHIIEanrocHHAIICHC,
aHeBpu3Ma BeHB |l aneHa,
JINacTEMAaTOMHUENHNS, BbIpaKEHHAS
BEHTPHKYJIOMETalusi, THApoLehais

PenyknunounHnsie MOpPOKH
KOHEYHOCTEHN, axXOHIpoIula3us,
TaHaToOpMHAA  AHWCIIIA3HSA,

BIIP  onopHO-ABUTaTEILHOTO KaMIIOMHUEJINYecKas JUCIia3us,

amnmapara HECOBEpLIEHHBIII  ocTeoreHes,
peayKLIHOHHBIE MOPOKH
KOoHeuHocTeH (poxomenusi, amenus,
CHUPCHOMEITHS)

IN'actpomusuc c
BUCIIEP0Oa0IOMUHATBHOM

3 BIIP xemy10uHO-KUIIEYHOr0 TPAKTa JUCIPONOpLUEH U coueTaHHeM XA,
omdarorene OONBIIIX pa3MepoB (B
TPBDKEBOM MEIIKE MEUeHb, CEP/IIE)

JIByXCTOpOHHSISI areHe3us I0YeK,
MOJIMKUCTO3HASL  JIBYXCTOPOHHSIS

6one3ns nouek (ITorrep I u [TorTep
II), w™meramuctuc, OdKCTpOoduUA

MOYEBOTO My3bIpA, THAPOHE(DPO3
IIPU BBIPA)KEHHOM MaJIOBOJHUU

4 BIIP MoueBBIICIUTEILHON CHCTEMBI

BpoxneHHble MOpOKH pa3BUTUSA
GoJiee OHON CHCTEMBI, B TOM YHCIIE
MHO>KECTBEHHBIE rpyosIe
BPOXKJCHHBIC aHOMAJINU KXU3HEHHO

MHOX€eCTBEHHbIE  BPOXKACHHBII
BXHBIX CHCTEM C OOIIMPHBIM

TOPOK Pa3BUTHS N
neeKkToM TpymaHOW KIETKH U

nepeaHel OpromHOW CcTeHKH  (
neHTaga KaHTpemna, aHoOMamus
cTeOJIs Tena)

6 XPOMOCOMHBIE TTATOJIOTHH Cunnpowm Jlayna, Ilaray, DaBapaca
7 Hepasznenusiuecs: 1BoiHU Bce BuIbI cuaMckux OJIM3HELIOB

Pacmienunbl Ty0sl U /min HYOa,
apuHHS, TPOOOCIHUC, IUKIOMHS,
JIBYXCTOPOHHSISL  aHO(TaIbMUS,
oTouedanus, SMUTHATYC,

8 BIIP nuueBsIxX CTpyKTyp



OBICTpOpaCTyIIHE 3JI0KaYeCTBEHHBIE
ONYXOJW JIMIEBBIX CTPYKTYD,
KHCTO3HAas TUTPOMa IIeH

Axapnusi, TUNOIJIACTHYECKHI
CHUHJPOM JIEBBIX OTHENOB CepJua,
aHoManusl OOIITeiHa, SKTOMIHUSA
cepamna, ¢Gpudpo37TaCTO3 IHIOKAPAA,
TpepBsIBaHNe AYTH a0PThI, aHOMAITUHI
Vs, obuuit aprepuanbHbIA CTBOJ,
Tp¥ XKaMepHoe cepaue,
BBIPDQXKEHHBIA CTEHO3, aTpe3us,
TyOyJsipHAsT THUNOIUIA3US AOPTHI,
BEIPQKCHHBIM CTCHO3 M aTpe3us
JIETOYHOU apTepuu,

9 BIIP cepama u cocynos TeTEePOTOKCHYECKH  cHHApPOM  (
MPaBOMPEACEPAHBI U30MEPHU3M),
TsOKYJ1bIe POpMBI TPUKYCITUIATEHOM
JNUCIIIa3uH, aTpe3us
TPUKYCIIHAAIBHOTO  KJIalaHa,
CHHIPOM OTCYTCTBHSA KiamaHa
JIETOYHOM apTepuu, €IUHBbIN
KeyIoueKk cepua, MH(aHTIIbHAS
apTepuanbHas KaubOupHUKAIK,
TOTaJbHBI aHOMAaJbHBIN JApEeHaX
JIETOYHBIX BEH, TPAHCHO3UIIUS
MaTrHACTPANBHBIX COCYIOB

Huadpparmanpaas rphIXka,
JIBYXCTOPOHHSS runormiasus/
10 BIIP npIxaTenbHOM CHCTEMBI areHesust JTYTKUX, OOCTPYKTHBHBIE

MIOPAKEHUSI BEPXHUX JbIXaTEIbHBIX
nmyTen
IMpunoxenue 2 x Ctangapty
OpTaHM3ALNH OKA3aHUS
MEINKO-T€HETHIECKOH TOMOIITH
B Pecry6mmuke Kazaxcran

IlepconansHas KapTa pebeHKa ¢ BpOXKISHHBEIM IOPOKOM pa3BuTus (naiee — BIIP)

ITepconanbHas kapta pedbenka ¢ BITP Ne
1. Mecto poxaeHust
Paznmen A. Cenenus o pebeHke

2. ®amunust, ums, otyectBo (Hanee — ®HO) (mpu ero HaaMuuK) pedeHKa

3.
flata 4. Tlon 5. Bec 6.
poxne Poct
HUS

B -
7. e
Cocto A - xuBoi b - MepTBOPOXKICHHBIIH yo 2
SHUE A

Hen



8.

Huarn

03

BIIP

9. Kon BIIP (MexnyHapoaHas kinaccudukaims 6onesneii 10-ro nepecMoTpa)
Pasznen b. Ceenenus o poautensax

10. ®UO (mipu ero HATMYUN) MaTePH

NUH:

IIMCII (rme Habmronarack o 6epeMeHHOCTH)
Howmep cotoBoro Teneona marepu peOeHKa

11. Tomamnuii aapec

12. lata poxaeHus 13. HammonansHOCTD

16. Cpok

14. Ne GepeMeHHOCTH 15. Ne pomtoB
OepeMEHHOCTH

17. Ocnoxuaenus B 1 TpuMecTpe OepeMEHHOCTH

Hudopmanus o mpoxoxkaeHUN MPEHATAIBHOTO CKPUHHUHTA

18. YnbpTpasBykoBoe nccienosanue (nanee — ¥Y3UW) mona 1,2,3 tpumecrpa

(HaHHLIe O BBISIBJICHHBIX 3x0rpa(1)1/1qec1<nx MapKepbl XpOMOCOMHBIC HaTOHOFI/Iﬁ BIIP mjaoJaa, MECTO MPOXOKACHUA
y31)

Y31 1 KTP MM TBII MM Hpyroe
Y31 2 BIIP BIIP mioza -
MM

V3U 3 BIIP nnoxa

19. buoxumuueckuii ckppuHUHT (MOMBI prCKa MECTO NTPOBEJICHNSI CKDHHIHTA)

HAITHA. b-XT'U MoM TBII MoM Puck
MoM E— -

Wudopmanns o mpeHaTaIbHOM KOHCHIHYME

Ilokazanms JJIA TIPpEHATaJIbHOT'O KOHCUJINYMa

MecTo npoX0XKIeHUS Cpok OepeMeHHOCTH
Pemenns npeHaTanbHOTO KOHCHIIIYMa

20. ITpodeccus matepu, mpod.BpeTHOCTH

21. 3aboneBaHus MaTepn

22. ®UO otna 23. JlaTa poxaeHus

24. HaumoHanbHOCTh 25. TIpodeccus otua, mpod.BpenHOCTH

26. 3aboneBaHus OTIA

Paznen B. CBenennst 06 oTpunaresbHbIX akTopax

27. Hanmume reHeTHYeCKHUX 3a001eBaHuN

Marepu peGeHka Orer pebenka

Paznen I'. Ciry>xeGHBIE cBeeHUS

28. Jlara 3anosHeHus 29. MecTo 3anojiHeHUst

30. ®UO (mpu ero HANWYINH) TOJHKHOCTD JIUIA 3aII0THUABIIETO IEPCOHANBHYIO KapTy peOeHKa

IIpunoxenue 3 k Crannapty
OpTaHHU3AINH OKA3aHHS
MEINKO-T€HETHIECKOM TOMOIITH
B Pecniybmuke Kazaxcran



TTepeuers MEAUIHAHCKAX TIOKA3aHMI K MPEPHIBAHAIO0 OEPEMEHHOCTH HITH IOCPOYHOMY
POIOpa3spemeHuIo, YTPOKaoIHe XU3HY IUT0Aa (MOHOTeHHEIE TeHETHIECKHe 3a00JIeBaHu, He
KOPPHTHPYEMEIE BPOXKACHHEIE OPOKH Pa3BHTHA U COCTOSHUA IUI0Ja, HSCOBMECTHMEIO C JKH3HBIO)
HE 3aBHCHMO OT CPOKa GEpeMEHHOCTH

1. [Topoku pa3BUTHS IEHTPAIBHONW HEPBHOM CUCTEMbI: aHAHIIe(aIns, YEPEITHO-MO3TOBBIC
Y CIIMHHOMO3TOBBIE TPBIKH, TOJONPO33HLE]aATNs, aKpaHUsl, IU33HIEPanusl, THUOHLIEPaIns
, JmccaHnedanusi, Mukpouedanus, pomMOdHIIEPATOCUHATICUC, BHYTPUYEPEITHBIC
BHYTPUYTPOOHBIE KpOBOU3NMSAHUA, cuHApoM J[leHnu-Yokepa, aneBpusMma BeHbl ['anena,
quacTeMaToMHuenus, CUHApoM ApHoibiaa-Kuapu, BbIpakeHHass BEHTPHUKYJIOMEraius u
rujaporedanus, BHyTpUYEpenHble OMyXOJIH.

2. BIIP nauueBbIX CTPYKTYp W IIE€W: apUHUS, TPOOOCUUC, HHUKIONHUS, ABYXCTOPOHHSS
aHodTaneMusi, orounedanus, MUTHATYC, OBICTPOPACTYIIME 3/10KAUYECTBEHHBIE OITYXOJIH
JUIEBBIX CTPYKTYP, KUCTO3HASI TUTPOMA IIIEH.

3. Ilopoku pa3BUTHS JBIXaTEIBHON CHUCTEMBI: nuadparMalibHasi Tpbbka, 00b¥ MHBIE
00pa3oBaHUsl CPENOCTEHUS, JABYXCTOPOHHSS THUMOIUIa3usi JT¥TKUX, OOCTPYKTHBHBIE
MOPaXEHUsI BEPXHUX JbIXaTEIbHBIX MyTEH, OMyX0JIM BUIOYKOBOM JKEJIE3Bl.

4. Ilopoku pa3BUTHS CEPIACUYHO-COCYIUCTON CHUCTEMBI: aKap/aus, TUMOINIACTUYECKUM
CUHJIPOM JIEBBIX OTJEJIOB CepAla, aHoMaus DOImTelHa, SKTonus cepamna, Gudpolnactos
SHJI0KAp/a, MPEpbIBAHUE JIYyI'M aOpPThl, aHOMaJNUMU YJsi, OOIIMN apTepualibHBIM CTBOI,
Tp¥XKaMEepHOE Cep/le, BbIPAKEHHBIN CTEHO3, aTpe3us, TyOysspHas TUIOIUIa3us aopThl,
BBIPQKEHHBI CTEHO3 W aTpe3us JIErOYHOW apTepUH, TeTEePOTOKCHUUYECKUU CHHAPOM (
MIPaBOIPEICEPAHBIN U30MEPU3M), TK Y Jible (DOPMBI TPUKYCITUIATBHON AUCIUIA3UM, aTPE3US
TPUKYCIUJAIBHOTO KJIalaHa, CUHJIPOM OTCYTCTBHS KJIallaHa JIETOYHOW apTepuu, €AUHBIN
KeTyodeK cep/iia, MHGaHTWIbHAs apTepuaibHas Kalblu(pUKaIus, TOTaJIbHbIA aHOMAJIbHBIN
JPEHaXk JITOYHBIX BEH.

5. Ilopoku pa3BUTHUSI OPraHOB MUIIEBAPEHUS: TACTPOIIU3UC C BUCLIEPOaOI0MUHATILHON
aucriponopieit U coueranreM XA, omdarnonesne 00IbIINX pa3MepoB (B TPHIKEBOM MEIIIKE
MIEYCHb, CEPALIE).

6. [Topoku pa3BUTUSA MOYEBBIIECIUTEILHON CUCTEMBI: IBYXCTOPOHHSA areHe3usl MoYek,
MOJIMKUCTO3HAsA IBYXCTOpoHHssE Oone3Hs mouek (Ilorrep I m Ilorrep II), merammctuc,
SKCTpo(usi MOYEBOro my3bIps, omyxoiu, cuHapom Ilpyne-bemnu, runponedpos npu
BBIPAKEHHOM MaJIOBOJIUU.

7. Ilopoku pa3BUTHS KOCTHO-MBIIIEYHON CUCTEMBI: aXOHJIPOTeHe3, TaHATO(hOpMHAas
IUCIUIa3us, KaMIIOMHEINYecKasl JTHUCIUIa3usi, HECOBEPIIEHHBI OCTEOr€HE3, PEIyKIIMOHHbIE
OPOKU KOHEUHOCTEH ((poxomenusi, amenus, cupeHomenus ), cuaapom JKene, cunipom Anepa
, cungpom Ildaiidpdepa, Tsaxensie GopmMbl CHHIpOMA KayJaIbHOW PErpecCHH, CUHIPOM
Jlapcena, cHHIPOM KOPOTKUX peOep-MONHIAKTHINU, XOHIPOIKTOIEPMAIbHAS TUCTIIA3HSL.

8. AIpEHOT€HUTAIIbHBIN CUH]IPOM.



9. I'pyObIe BpOXKICHHBIC AaHOMAJIUK KU3HEHHO BXKHBIX CUCTEM C OOIIMPHBIM ASHEKTOM
IpyAHOU KJIETKH U nepeHel OpromHoi cteHku (nentaaa Kanrpenia, anomanus ctediis Tena)

10. IlonTBepxa¥ HHbIE XPOMOCOMHbBIE aHOMAJTHH.
11. CniunanbHas MpledHast aMuoTpodusi, Muonatus /romenna/bekkepa.
[Ipumeuanue:

[Ipy BHYTpUYyTpOOHOM MOPOKE Pa3BUTHUA y IUIOJA, HE YKa3aHHOM B JAHHOM IE€pEYHE,
MPEJCTABISIONIEM YIPO3y KU3HU U(WJIM) KAYECTBY >KU3HH, IPO3SIIIEM TSKYJIBIM YPOHOM
3I0POBBIO, BOMPOC O MpPEpPhIBAHUU OEPEMEHHOCTH PEIIAeTCs MYJIbTUAUCUUILIMHAPHON
KOMHCCHEN coryacHo npuka3zy Munucrtpa 3apaBooxpanenus: PecnyOnuku Kazaxcran ot 26
asrycta 2021 roga Ne KP ICM-92 "O0 yTBepkJI€HUH CTaHAAapTa OPraHU3allMi OKa3aHUs
aKyllIepcKo-THHEKoJornyeckoin nmomomu B Pecnybnuke Kazaxcran" (3apeructpupoBaH B
Peectpe rocynapcTBeHHON perucTpaliii HOpPMATUBHBIX MPABOBBIX akTOB 1Mo Ne 24131).

[Ipu BHyTpHyTpOOHOM MOPOKE Pa3BUTHUS y IUIOAA, HE MPEICTABISAIOIIEM YIPO3Y XKU3HH U/
WIM Ka4eCTBY YKU3HH, BOIIPOC O IPEPhIBAHNN OEPEMEHHOCTH PEIIAeTCs KOHCHIIMYMOM Bpauen
COTJIACHO KeJaHuI0 OepEMEHHOM/CEMbH.

ITpunoxenue 4 x Ctangapty
OpTaHHU3alMH OKAa3aHHs
MEINKO-T€HETHIECKOH TOMOIITH
B PecrryOmmuke Kazaxcran

Tya GiTken gamy kemicriri (6ygan opi — TIK) xkoHe/HEMece xpoMocoMaibIK aHoMams (Oynan opi
— XA) x0oHE TYKbIM KyaJIaWTEIH MAaTOJIOTHACH 6ap MAIMEeHTTiH T'eHETHKAIBIK KapTachl

['eneTnuecka kapTa Ha MalMEHTA C BPOXKJIEHHBIM TTOpOKOM pa3Butus (nanee—BIIP)
W/WIM XpOMOCOMHOM aHoManuen (manee — XA ) ¥ HaclIeICTBEHHOM NaTOJOTuen
['enetukansik kapta/ ['eneTndeckas kapra Ne
Kabsingay kyHi//lata obpaienus

BananbiH Teri, aThl, oKeciHiH aThl (OyaaH opi — T.A.O.) (6ap OonFaH xaraaia)
/@amvunust, ums, oraectBo (manee — @.1N.0) (mpu ero Hanuumnm) pebeHKa

Kenyminig T.A.O. (6ap O6onran xarnaiina)/
®.1.0 (ripu ero HaNMM4UKK) OOpPATUBIIETOCS

baitnaneic monimertepi/KoHTakTHBIE TaHHBIC

[IpoGanameH TYBICTHIK KaThIHACKHI/ PO/ICTBEHHOE OTHOIIIEHUE K TIPOOAHTY

TypFBUIBIKTEI MEKEHXKaibl xKoHe Tenedon/Jomantauii agpec u tenedon




Kait mekemenen xioepinren/Kem HanpasieH

Cypanbic makcaTsl/ Llens oOparnieHus

OTinim 6epy ce6edi/IIpuunna obpareHus

ITpo6ann/ ITpoGany

T.A.O. (6ap 6onran xxarnaiina) (O.M.0 (npu ero HaTU4MN)

¥ atel/ HanmoHanbHOCTD

TyraHn kyH1 MeH xepi/Jlata 1 MecTo poxXaeHUs

XKyxrinik mep3simi (anracel)/Cpok 6epeMeHHOCTH (B HEJEISIX)

Bocany ke3inHjeri mapaHaHblH OpHAIACybl: OOMIIBIK, KOJIICHEH,)kam0ac, ask/
[TonoxxeHue I01a IPH POJIax: MPOJAOIBLHOE, OTIEPEUHOE, ATOAUIHOE, HOKHOE

Tonbik Mep31M1, Mep3IMIHEH OypbIH/J|OHOIIEHHBINH, HEJOHOLIEHHBIH

Tipi Tyran, eni TyFaH /JKUBOPOXICHHBIN, MEPTBOPOKICHHBII

Kaiitbic 601461 (>kachl, MOHITTI allibIl KApay KYHI MEH YaKbIThI, Kail xxepae)/
YmMep (Bo3pacrt, rae, Koraa, BCKphITHE)

Kaiiteic 60nFran cuOcTepi Typaibl (3kachl, MOMITTI alllbIll Kapay KYHI MEH YaKbIThI, Kaii
xepae)/ CeaeHus: 06 ymepinx cuocax (Bo3pacT, Tie, KOrja, BCKPhITHE)

Kmnuaukaneik quaraos / Knuanueckuii 1uarsos

[{uToreneTukanbIK Tanaay Aepekrepi / JJaHHble HUTOr€HETUYECKOTO aHAIn3a:
Kapuotun /Kapuorur:

AHacbwiHbIH / Martepu:

Okecidig /Orra:

banansiy /Pebenka:

Kenecke kenred npobanateiy eanamuesil/[Ipodan anamues Ku3HU MpodaHa
OTHOCHUTEIFHO KOHCYJIBETUPYEMOTO BOIIPOCa

[IpoGananeH XYKTUTIK aFbIMbl/ Tedenne 6epeMeHHOCTH TPOOaHIOM:




KOCLIMHIa aKnapaT/ I[OHOJIHI/ITGJILHBIG CBCACHUA

Curb6c¢ npob6angs: /Crubes npobanna

BocanynerH perTik HeMipi /
IlopsinkoBbIN HOMEP POIOB
T.A.O.(Oap OonraH xaraaiaa) TyraH
KYHI/

®.M.0.( npu ero Hanu4yuM) jaara
PpOXKICHHS

TyraH Ke3/eri aTa-aHaChIHBIH JKachl/
Bo3pact ponurteneit Kk MOMEHTY
POXKIACHHUS

Katiteic Oonran sxarjaiiga ceOeOin
kepceTiHiz / B cmydae cmepTtn
yKa3aTb IPUIUHY

Koceimmra MasiMerTep/
JlomonHUTENBHBIC CBEACHUS

IIpo6GarxThiy TysICTapEl PoncTBeHHMKE npobanma

IIpobaHaKa TYBICTHIK KATBIHACH/

Poxcteennoe oTHOmenwe K  AHachl /Matb
poOaHIy

T.A.O. (06ap Oonran >xarmaiima)/

®.1.0 (mpu ero HaTHIUN)

TyraH KyHi, TyFaH xepi/

Jlata u MecTo pOKICHHS

¥ nter

HauuonansHocTh

[TpoGaHATHIH TyFaH Ke3Jeri kachl/
BospacT Kk MOMEHTY pOXIECHUS
npobaHa

Binimi/O6pazoBanue

Okeci /Orerr



Kymsbic icreiiTiH xepi /Mecto
paboTs

Mamanaeiresl/CrieMaibHOCTh

AypIpraH aypynapbl/
[lepenecenHbie 3a001€BaHUS

Kasipri ke3zeri JeHcaybIK Karaalbl
/CocTosiHuE 3JOPOBBS B HACTOSIINI
MOMEHT

Hexe TybICTBIFBI/
PoncreenHOCTh Opaka

Kocsvmia mamimertep/
JlomonHUTENbHbIC CBEICHHUS

Hexke TypraH Ke3jieri ®achl /
Bospact BcTymienust B Opax

ATa —aHachIHbIH YATH/HalMoOHAIbHOCTE POJUTENECH:
olieni/>KeHbl ep/MyKa
Amnacel/Martb
Okeci/Orery

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

Okeci/Orelr
OcBbI )KYKTUTIK, aJIJIBIHFBI dKYKTUIIT HEMEH asKTaJl b1/
Hacrosmas 6epeMeHHOCTh 110 cUeTy Ipoure 0epeMEeHHOCTH OKaHYHUBAIIUCH

KansmTsr 60canysr/
Karman, kaHIia/koraa, CKOJIBKO
HopmansHeiME potaMu

Mep3iminen OypsiH 60cany/
Kamas, KaHIa/korna, CKoJIbKko
MIPEKAECBPEMEHHBIE POJIBI

Oui mapanameH 6ocany/
Kamran, kaumra/koraa, CKOJIbKO
POJIaMI/I MEPTBBIM I1JIOJIOM

O3pirineH xacanran abopt/
Karman, KaHIra/Koraa, CKOJIbKO
CaMOIIPOM3BOJIBHBIM a00PTOM

MeputuHambsIK ab0pT/
N Karman, KaHIra/koraa, CKOJIbKO
MEIUIUHCKUIN abopT

JKatbipaH ThIC KYKTLTIK/
. Karan, kaHia/koraa, CKOJIBKO
BHEMaTOYHOU OEpPEMEHHOCTBIO

Iexipeci / PoxocnoBaas




Koncymbramus sxocnapsl / Ilnan mpoBexeHHs KOHCYIIbTAIHH

1.

A

3epTTey/liH HOTHXeNnepl/Pe3ynbTaTsl ucCae0BaHUM:
[{utorenerukanslk / [{luToreHeTHYECKMX

BruoxuMusibIK / OMOXUMHAYECKUX

NMMyHOJIOTHSUITBIK / UMMYHOJIOTHYECKUX




backa napaxnuHuKanbiK / Jpyrux napakimHIYEeCKUX

KopbITeiHab! /3aKimoueHue

OTiHIW OepyIIiHiH KEHEC alfaHaH KeWiHr1 KaObUlIaFraH IIemimi/
Pemenue , npuHsATOE 0OPATUBIIMMCS 110CJIE KOHCYJIbTAIIUH

Ort0Oacel anamuesil/ CeMelHbIi aHaMHE3

[TaTonmorusnpIK-aHATOMUSITBIK 3epTTey ([1aTOomOrusITbIK-aHATOMUSIIBIK 3EPTTEY XaTTaMachl
No, mposektop)/[TaranioroanaroMuyeckuii TMarHo3(MPOTOKOT BCKPHITUS No, TPO3EKTOP)

IIpunoxenue 5 k Crannapty
OpTaHHU3AINH OKA3aHHS



MEIUKO-T€HETUYECKON TOMOIIH
B PecyOmuke Kazaxcran

MuHMMaNBHOE OCHAIIEHHE 000pyIOBaHHEM

Ne m/mt HaumenoBanme 000pynoBaHus KonuuectBo
1 IIepcoHanbHBIN KOMIIBIOTED 2

5 ABTOMaTI/BI/IpOBaHHaS[ CHCTEMA
AUArHOCTUKU CUHAPOMAJIbHBIX

MHUKpOCKOIT DKCIEPTHOTO Kiacca,
CBETJIONOJIBHBIA  OCHAIICHHBIN
KaMepol W  MEPCOHAIBHBIM
KOMIBIOTEPOM C MPOTPAMMHBIM
MOJIyJIeM, BKJIIOYAIONIUA B ce0s
3 Monyns 6a3bl JaHHBIX MAMEHTOB U | MITYK (1anee — miT.)
cllyyaeB, MOXYJb  3axBara
MU300paKEHUS ¥ MOJTYJIb ITPOBEACHUS
KapHUOTUIIMPOBAHUS B CBETIIOM I0JIC
C aBTOMATHYECKHUM COCTaBIIEHHEM
KIIMHAYECKUX OTUYETOB*

MUKpPOCKOIT 3KCHEPTHOT'O KJjacca,
MPOXOJIALIETO U OTPAKEHHOTO CBETA,
OCHAIlEHHBI  KamMepoll U
MIEPCOHANBHEIM KOMITBIOTEPOM C
MIPOTpaMMHBEIM MOJYJIEM,
BKJTFOYArOMUi B ce0st Momynb 6a3bl
JaHHBIX TAIUEHTOB M CJIy4yaes,
MOJYJIb 3axXBaTa HM300pPaXCHUS U |
MOJYJb MpOBeaEHUS
KapUOTHUIIMPOBAHUS B CBETIIOM II0JIC

u moaynb nans nposenenus FISH
aHanmm3a ¢ HabopoM CBETO(OUIBTPOB

7 BU3YyaIH3aIdsg XpPOMOCOM
13,18,21, X, ¥V, ¢ aBTOMaTHYECKUM
COCTaBJICHUEM  KJIMHUYECKUX
CIIy4aeB ¥ OTYETOB;*

TepmocTtaT HHKYOaTOp ¢ IUPPOBHIM
5 KOHTpOJIEeM TeMIepaTypsl He MeHee | miT.
+60 I'panyc Henbcus (nanee —°C)

Hentpudyra 3000 o6/muH nms
6 npobupok obvem He Oomee 15 1 mT.
MUJUTHIIATD

Lentpudyra HacrompHas I
7 npobupox tuna Snmenaopd odvem 1 mT.
1,5-2,0 Munminmerp

8 CyMUIbHBINA CTONHK UIS CTEKOJ 1 mr.
9 BrrTsoxHOM mKad 1 mr.

HaGop no3atopoB ogHOKaHAIBHBIE |
10 -10 mukpomutp (ganee — mki), 200 1 Habop
Mk, 1000 M



11 JlamuHapHsbIi mkag ¢ BepTUKaIbHOM | mmT.
nojayei Bo3ayxa

®apmaleBTUUECKUN XOJOAWIBHUK +

12 1 wr.
2/+8°C

13 Mopo3sunsHas kamepa a0 -20°C 1 mr.
Kamepa ans rubpunusamuu u

14 pa A prAEat 1 .
JICHATYpal1n
Bopsnas 6aHs c¢ 1udpoBEIM

15 KOHTPOJIEM TeMIIepaTypsl, 00beM oT 1 mT.
2 TP

16 Boprekc 1 mr.

17 pH- meTp 1 mr.
ka¢ nns XxpaHeHUsT XUMHUECKUX

18 ¢ A P IIT.
peareHTOB
Habop BaHHOYEK AJSI PYyYHOTO LIS

19 PYYHOT'O OKpaIIWBaHHUS CTEKOJd  lymakoBka
cocynsl Komnaa

20 Munnnentpudyra - BOPTEKC €O |
CMEHHBIMH OJIOKaMH

21 lkad s apxuBUpOBaHUs CTEKON 1

MHOTO)YHKIIMOHATEHBIH
BBHICOKOTOYHBIH OMOXUMHUYECKUIT
aHajuM3aTop Uil TPOBEACHUS
22 HEOHATaJIbHOTO CKpUHWUHra ¢ 1
porpaMMaMH pacueTa pucka u ¢
KOMIUIEKTYIOIIUMH sl TPOBEACHUS
MTOJTHOTO 00'bEMa MCCIIeJOBAHU,

MHOTOGYHKIMOHATBHBIH
BBICOKOTOYHBIH OHOXMMHUYECKHUI
aHaJIU3aToOp MJis MPOBEIECHUS
NpEeHATAJIbHOTO CKPUHUHIAa C
nporpaMMaMy pacyeTa pHCKa
pexomennoBanHbix FMF u ¢
KOMILJIEKTYIOIIUMH U1l IPOBEACHHUS
MOJIHOT0 00beMa UCCIIeAOBAHUM.

23

* [IpumedaHue: TOMyCKaeTCss HAJIMYUEe OJHOTO MUKPOCKOIA C JBYMS MPOTPAMMHBIMU
MOIYJISIMU (CBETJIONONBHBIN U ()a30BOKOHTPACTHBIH )
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