3asiBJieHHe 0 PACCMOTPEHHH MPOTOK0JIa KIIMHHYECKO# anpodanuu

HaumenoBanue OenepanbHOR
MEOULIMHCKON OpPTraHU3allii, HAyYHOU
UM 00pa3oBaTeNbHOM OpraHU3alluy,
OCYIIECTBIAIOMEH NEeATEIbHOCTH B
chepe OXpaHbI 3I0POBBS,
SBJISIOIICHCS pa3paboTINKOM

IIPOTOKOJIAa KIIMHAYECKOH anpodaruu

OenepanbHOE rOCyIapCTBEHHOE Or0MKETHOE

yUpexIacHue «HanmonansHBIN MEIMITHHCKHMN
HCCJIeIOBATENIbCKUM IIEHTP aKylIepCTBa, THHEKOJIOI I
U nepuHaTosioruu uMenu akaagemuka B.M. Kymakosa»

MuHnucTepcTBa 31paBOOXPaHEHHUS Poccutickon

Oenepanuu

A,upec MECTA HAXOXICHUA Opranu3anuu

117997 r. Mockaa, yn. Axanemuka OnapuHa, 1. 4

KonraktHble Teneponsl u  agpeca | +7-495-4384977,
JIEKTPOHHOM MOYTHI +7-495-4388507

va_klimov@oparina4.ru
Hazpanue IpeIaraeMoro b6 b «[TpoBeneHne MHBa3WBHOU IIpeHaTaIbHON
KIIMHUYECKOW  ampobamuy  MeToja | JUarHOCTUKHU METOIOM IIOJTHOK30MHOTO
IpOoQUIAKTUKY, JMarHOCTHKH, CEKBEHUPOBAHUS HACIICICTBEHHBIX 3a00N€BaHUU IpH

JICUCHHUA U peaGI/IJII/ITaI_II/II/I

BHYTPUYTPOOHO BBISBIIEHHBIX aHOMAIUSX DPa3BUTHSL
wiona y 0epemennnix (035.1, O35.2) mo cpaBHEHHIO €
KapHOTUIIMPOBAHUEM C IIENIBI0 ONPENENCHUS TaKTUKU
BeJIeHUs] OEpEMEHHOCTH

Yupcno mamueHToB, HEOOXOOUMOE I
MIPOBEIEHNUS KIMHIUIECKOH ampobanuu

403

IIpuaoxenne:

1. IIpoToxon KIMHUYECKOH anmpobanuu Ha 24 1.

2. UanuBuayansHas perucTpalioHHas KapTa HabIIoIeHUs TallueHTa B

pamMKax KIMHWYECKOH ampobanuu Ha 4 1.

3. Cornacue Ha ONMyOJIMKOBaHHUE IIPOTOKOJIA KIIMHHYECKOH arpodanuy Ha
ounuanpHOM caiite MunucrepcTea B cetu «VHTepHET» Ha 1 1.

C

JAupexTop

« » despast 2025 T.

I'.T. Cyxux




IIpoTokoa kINHUYECKOH anpodaun
MeToAa NPOPUIAKTHKH, THATHOCTHKH, JIEYeHHS U Pea0uIuTanu

Unentudukanuonnsiii No

Jara

I. IlacnopTHas yacTh

1. HaspaHue @peNTaraeMoro K [POBEIEHHI0 KJIHHAYECKOH anpofanuu MeToxa
npoGUIAKTHKH, JHATHOCTHKH, JIeJeHHs U peadunutanun (aajaee - METON).

«IIpoBelecHre WHBAa3MBHOW IIpEHATANBHON JHATHOCTHKHA METOIOM IOJIHOK30MHOTO
CCKBEHMPOBAHUS HACIIEACTBEHHBIX 3a00JI€BaHUN IPU BHYTPUYTPOOHO BBIABICHHBIX aHOMAIIUSIX
pasBuTHs oga y 6epemeHHbIX (035.1, 035.2) 1m0 cpaBHEHHUIO ¢ KAPHOTUIIUPOBAHKEM C ILEIBIO
OIIPENIENICHUS TAKTUKH BEICHUS OEPEeMEHHOCTH

2. HammenoBaHue H ajpec (elepajbHONl MeTHUMHCKOW OpPraHM3amuu, paspaboraBmeii
NPOTOKOJI KIMHHYECKOH ampodanmuu MeroJa NpoQUIAKTHKH, THATHOCTHKH, JIEYEHHS U
peabuiantanuu (nanee — [Iporoxoa KA).

@enepabsHOE rOCYAapCTBEHHOE OIODKETHOE yupexaeHue «HalmoHaIbHbIM MeUIAHCKAMR
HCCIICNOBATEILCKUM IIEHTP aKyIIEpPCTBA, T'MHEKOJOTMM U TEPHUHATOJNIOTHH WMEHH aKaJeMuKa
B.1. KynakoBa» MunucrepcTsa 31paBooxpanenus Poccuiickoi @eneparum.

Anpec: 117997, r. Mocksa, yi. Akagemuka Omnapuna, 1. 4. Tenebon: +7(495) 531-4444.

3. (I)aMI/IJIHH, HMsI, OTIECTBO U JOIKHOCTDH JIHMII, YIIOJTHOMOYCHHBIX OT HMEHH paspaﬁqunKa
NMOANHCBLIBATD IIPOTOKOJ KJIHHUYIeCKOM anpoﬁamm.

Tpodumos [Imutpuii IOpseBuy — qupextop NUHCTHTYTA penpoayKTHBHON rereTuku ®PIBY
«HMHUI] AITl wmm. B.JM. KynakoBa» Munsapasa Poccum, 1.6.H., mpodeccop, UWiIeH-
KoppecnonneHT PAH

Cum Enena JIpBoBHa — 3amecTuTeNnb aupekTopa MHCTHTYTa PENpPOLYKTUBHON IEHETHKH
OI'BY «HMMUIL AT'TI um. B.W. Kynakosay Munznpasa Poccuu

3apenkas Hanexxna BacunseBHa — 3aBefyrolnuil OTAENECHHEM KIMHHYECKOM TeHETHKH
Hucturyra penponykruHOi renetuku ®I'BY «HMUIL AT'TI um. B.W. Kynakosa» Munzapasa
Poccum, k.M.H.

IManneBa TarbsiHa liBaHOBHa — BpaY-TeHETHK OTAEICHHS KIMHUYECKON TI'€HETHKU
Hncrutyra penponykrusHoit renetuku ®I'BY «HMUIT AT'TI um. B.U. Kynakosay Munzapasa
Poccun

I1. O6ocHOBaHNe KIMHAUYECKOH anpodauy MeToaa

4. AHgoTanug MeToaa.

ITapametp 3HageHue/onucanue

IloBprmenue 3¢ PEeKTUBHOCTH MPEHATATHHON
TeHETUYEeCKON JHUarHOCTHKH OepeMeHHBIX
Ilens BHEApEHUS METONA XKEHIIVH C aHOMAIHUSIMHU IUI0JA IS
OIIPENIEICHUS IIPOTHO3a JJIS XKU3HH U Pa3BUTHS
peOeHKa U TaKTUKY BeJeHMs OepeMEHHOCTH

-
3abonepanue/cocrosaue (B coorsercreun ¢ | 035.1 XpoMocoMHbIe aHOMAINH Y ILT0J2
MesXIyHApOIHOMN CTATHCTHICCKOIM (mpexamonaraembie), TpeOyrOmIKe
maccﬂ(bnxanﬂeﬁ GOHegHeﬁ §7 1 l‘Ip06JIeM, IIpE€AOCTABJIICHU A MECAUTIUHCKOU IIOMOIITYA MaTCPU




cBg3aHHBIX co 3g0poBkeM (MKb-10)) va
IpodUIaKTHKY/AUArHOCTHKY/IeueHne/pead
WIIATAIUIO KOTOPOT'O HAPABJICH METOJ

035.2 HacnenctBenHbIe OOJIE3HH Y ILI01a
(mpenmonaraemsie), TpeOyromue
MPEIOCTARIICHHUS METUITHMHCKOM IIOMOIIIN MaTepu

Ilonoso3pacTHas XapakTepuCcTUKa
HIaI[MeHTOB, KOTOPEIM OyIeT oKa3zaHa
MEAULIMHCKas IOMOIIb C IPUMEHEHUEM
MeToza

Bepemennsie sxeHmmHb! 18-50 neT

Kpatkoe omucanue npepiaraeMoro MeTosa,
IPEHMYIIECTBA U HEIOCTATKH 10
CPaBHEHUIO C TIPAMEHSIEMBIMHU CETOTHSI
METOaMHU, B TOM TUCIIE METOJOM
CpaBHEHHUS

IIpennaraercs ITOPUTM JUArHOCTHKHA
HACIIEICTBEHHOMN NaToJioTMH  Iuloja  C
HCIOJIB30BAHUEM TOJTHO3K30MHOTO

CEeKBEHUPOBaHUS B (popmare TpHUO, UTO TTO3BOJIUT
IUarHOCTHpPOBAaTh Ooliee IMUPOKUHM  CHEKTp
TFEHETUYECKOX IaTOJOTMHM [0 CPaBHEHHIO C
METOJIaMU  JUATHOCTWKH, BHEIPEHHBIMU B
[IIPOKYIO NPaKTHKY, BKITIOYast
KapUOTUIIMPOBAaHUE, @ TaKXe ONTHMU3HPOBATH
CPOKM JHAarHOCTUKH H HEpPCOHAIW3HPOBAThH
IONXOJ K BEACHHUIO OEpPEeMEHHOCTH C YYeTOM
IIPOTHO3a JJI pa3BUTHS peOeHKa, BO3ZMOXKHOCTEH
Tepanuu 3a00JIeBaHuS.

CexBeHHpOBaHKE IIOJHOIO 3K30Ma — METOZ,
IIO3BOJIIOIINY IIPOaHAIU3UPOBATh KOJUPYIOIINE
IIOCIIEI0BATEIFHOCTH reHoma YeII0BEKA
(mopsinka 22 TBICAY TE€HOB), YTO JaeT
BO3MOXXHOCTb  BBIIBUTH  INMHUPOKHM  CIEKTD
BapHAaHTOB B IeHax (MyTaruii), IPUBOIAIMX K
Pa3sBUTHIO MOHOTEHHBIX 3a00J€BaHUH, IIpH
WCIIOJIb30BAaHUY JOIOJHUTENIBHBIX AJITOPUTMOB
aHaJM3a [aHHBIX METOJ IIO3BOJSAET BBIABIATH
aHEYIUIOUIUH II0 XpOMOCOMaM H 3HAYUMBIE
BapHallly YUCJa KOMUH, 10 CyTH 3aMeHsIsl cOO0H

JIBa aHaIM3a — CEKBEHHPOBAHUE OJK30Ma U
XPOMOCOMHBEI ~ MHKPOMATPUYHBIA  aHAIU3.
[IpeumymecTrOoM MeTOoza SIBJIAETCS
BO3MO>XHOCTh BBISIBJICHUS MOHOTI'€HHBIX
3a00s1eBaHU#, KOTOPBIE MOTYT OBITH NPUUNHOU
HabII0TaeMBIX y mIoaa aHOMAaJIUH,

COIIOCTaBUMBIC CpOKH HUCCIICAOBAaHUA II0
CpaBHCHHUIO C METOJJOM CPAaBHCHUA.

B dopmare Tpuo (mnox u ero GmoIOrHYecKue
pOIUTENH) JOCTUTaeTCs MaKCHUMaJIbHAas
UHGOPMATUBHOCTE HCCIENOBaHUSA Onaromaps
BO3MOXKHOCTH BBISBICHHS MyTanuil de novo, a
TaKkXKe OSKOHOMHTCS BpeMs Ui aHaiuza 0e3
HEOOXOIUMOCTH IIPOBEICHHS BaIMAUPYIOMIEH
JUAarHOCTUKH METOJOM CEKBCHHMPOBAHUS IIO
Canrepy, 9T0 0COOCHHO Ba)KHO NpPU TEKyIIeH
OEepeMEHHOCTH.




Henmocrarku: cnoxHas HHTEpIpeTaIys JaHHbIX,
CBsI3aHHAs C BO3MO>XHOCTBIO BBISIBIICHHS
BapHAaHTOB HESICHOTO KJIIMHUYECKOTO 3HAUCHHS,
JeTaIbHBIM ONMCAaHWEM IIPEHATAIEHOTO
¢denoTuma.

®opma oKazaHUS MEIUIIAHCKON oMoy ¢ | [nanoBas

TIPUMEHECHAEM METOIa

B MempnuHECKON moMony, okasbiBaemMoit | CrienuanusupoBaHHas

¢ IPUMEHEHUEM METOa

Ycnosus OkazaHHSA MEIUIHHCKOM momon | CranuoHapHas

(manpumep, aMOyIaTOPHO, B AHEBHOM

CTAIlMOHApPE ¥ T.I1.) C IPUMEHEHAEM METOAA

Hazpanme MeToza, NpeIOKEHHOTO TS IIuTorenernyeckoe HCCJIEIOBAHNE 10

CPaBHHUTCIBHOI'O aHaInu3a

aMHHOLIATaM OKOJIOILJIOTHBIX BOJ (KAPHOTHII)

ITonoBo3pacTHas XapaKTepUCTHKA
HanMEeHTOB, KOTOPHIM OyIIeT oKazaHa
MEJMIUHCKAs IOMOITH ¢ IPHMEHCHUEM
METO/1a, IPEIIOKEHHOTO IS
CPaBHHUTEEHOTO aHATH32

bepemennslie xenmuns! 18-50 ner

Kpatkoe oHHcaHIe METOa,
TIPEUIOKEHHOTO ISl CPABHHUTEIHHOTO
aHanm3a (paKTIYecKye TAHHEIE IO YaCTOTe
IPUMEHERHS, BUL, popMa, YCIOBHS
OKa3aHUS METUIEHCKON TOMOIIY,
MCTOYHMKY (DMHAHCHPOBAHIS, CCHUIKH Ha
JEUCTBUTENIbHBIE KIIMHAYECKIC

PEKOMEHTAIMM, B KOTOPBIX PEKOMEHIYETCS

METOJ CPaBHEHUS, IPEUMYIIECTBa U
HEJOCTaTKH 110 CPaBHEHHUIO C METOIOM
KIIMHIYECKOU anpobarmu (qamee — KA)

Meron  xapuoTumupoBaHums  (CTaHIApPTHOE
OUTOr€HETHYECKOE HUCCIICIOBAHNE) IPHMEHSIETCS
IIOBCEMECTHO M BKIIIOYAET KYJIHTHBHPOBAHHE in

vitro aMHHOIMTOB C MEIBI0  IOJyYECHHS
npenapatoB  MetadasHBIX  XPOMOCOM  H
TIOCTIC Ty FOIITUM IpUMEHEHUEM

T depeHIHaNTEHOIO OKpPAIIHBAHUS XPOMOCOM
JUIs HCCIENOBaHUS KapHOTHIIA C TIOMOIIBIO
CBETOBOTO MHUKpoOcKoIia npu yeenudeHud x1000.
JIaHHBIA KOMIIJIEKC IIPHEMOB HMEET IIHPOKOE
pacIpoCTpaHEHHE B CBSI3U C TEM, YTO B TCUCHHE
MHOTHX JIET OH IPEICTABIILT COO0M MPaKTHYECKH
€IMHCTBEHHBIH coco0® UOeHTH(DUKAIHH
XPOMOCOMHBIX aHOMAJIHM.

Meton KapHOTUIIMPOBAaHUS HMEET IIHPOKOE
pacIpocTpaHeHHe BO BCEX MEIHKO-
FEHETUYECKUX IICHTpaX M KOHCYJIBTAIlMsIX Kak
TrOCYyapCTBEHHBIX, TaK ® KOMMEPYECKHX
MEIUIMHCKIX  YUPEeXXICHUH. OCHOBHBIM
[IPEUMYIIECTBOM JAaHHOIO METOAa SIBJISETCS
BHA3yaJIbHOE BBIIBJICHHE HApYyUICHHs 4YHCIA H
CTPOEHHUS XpOMOCOM, B YaCTHOCTH
cOaaHCHPOBAHHBIX IIEPECTPOEK.

HenocratkoM mpeanaraeMoro MeTona SBISETCS
€ro OrpaHHMYcHHAS pa3pelaronas crnoco0HOCTh
(He MeHee 5 MJH 1I.H., B 3aBUCHMOCTH OT y9acTKa
— He MeHee 10 MIH I.H.) ¥ CPOKH IOJIyYICHHS
pe3ynbTatoB — 21 A€Hb, 9TO OTPAaHHYHBAET €TO
IIpUMEHEHNE Ha NO3JHIX CPOKax OepEeMEHHOCTH,
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TCXHUYCCKHEC CJIOKHOCTH, CBA3AHHEBIC C
KYyJIbTUBHPOBAHUEM aMHHUOIIUTOB.

B COOTBETCTBUH c KIIMHAYECKIMHU
pPEKOMEHTAIIsIMH, YTBEP)KICHHBIMU
Mun3znpaBomM PO, «Hopmansnas

OEpPEMEHHOCTEY, IPH MOATBEP>KACHUU BBICOKOTO
pHEiCKa XPOMOCOMHEBIX aHoMmammii (XA) w/wmm
IIOPOKOB Pa3BUTHUA IUIOJA, aCCOIMHMPOBAHHBIX C
XA, 10 TaHHBIM HEMHBA3UBHOTO NIPEHATAIBHOTO
TECTUPOBAHMS ¥I/HITH IO TAHHBIM CKPHHUHTA 1-T0
WM 2-r0  TpUMecTpa C  IIlepepacueToM
UHIVBUAYATLHOTO PUCKA POXIEHUS pedeHKa C
XA Ha OCHOBE JaHHBIX IOBTOPHO IIPOBENECHHOTO
V31U mnoma, pEeKOMEHOOBAaHO  HAIMPaBUTH
OEpeMEeHHYI0 TalWeHTKy Ha  IIPOBEICHUE
WHBA3UBHOU NpeHaTAIbHOMN JUarHOCTHUKH
(bmomcust XOpHOHA, IIAIIEHTH, AMHHUOIIEHTE3,
KODIOIIEHTE3) C HCCIECIOBAHMEM IIOIYyYEHHOIO
Marepuana [UTOT€HETUYECKAMU
(uMTOTeHETHYECKOE HCCiIeIoBaHue (KapHOTHIL))
WU MOJIEKYISIPHO-TEHETHUYECKUMU METOIaMH.

HecmoTps Ha BKIIOYEHHE B KIMHHYECKHE
PEKOMEHAINK, METON HE BXONUT B IIEPEUHH
OMC u BMII nns npeHaTabHOM THATrHOCTHKHY.

Jlngs Meroma  CpaBHEHHUS  IIPEATIONAracTcs
BO3MO>XHOCTB HCIIOJIb30BaHMs PETPOCIEKTHBHBIX
JIaHHBIX, ModydeHHBIX B OI'BY «HMUILL AI'TI
uM. B.M. KynaxoBa» MunsnpaBa Poccuu 3a
MHOTOJIETHUH ONBIT IIPOBENCHUS NPEHATAIBHON
JIMarHOCTHKY, BKITIOYAIOIKN METOJ CPAaBHEHUS -
KapuotunupoBanue. [lmaEmpyeMbli  pasmep
KOHTPOJIPHOM  TIpynmbl — MAlUEeHTOB A
OpraHM3aliy CPaBHEHUS COOTBETCTBYET Pa3sMepy
IPYIIIEI [alKeHTOB, BKJIFOYEHHBIX B
KIMHUYECKYIO arpobanuro.

5. AKTyaJILHOCTL METOdA NJIf 3APAaBOOXPAaHCHHUA, BKJ/IIOYasd OpraHu3anuoHHbIC,

KIHHHYECKHC H JKOHOMHYCCKHEC ACIICKTDhI.

Howmep ncrounrka
nHbOpMAIAK B

ITapamerp 3HaveHue/ONuCcaHne CHWICKE JIUTEPATyphL
(npu
HEO0OXOAUMOCTH)
Pacnpoctpanennocts B Poccuiickoit ®enepanuu yvactota | [1-2]
B PO 3aboneBanms/ IIPEHATaJIbHOIO BBIIBIECHUS TEX WM HHBIX
COCTOSIHUS aHoMmanuit mioja HewsBecTHa. [lo maHHBIM
[AIUEeHTOB, HCCIICIOBAHUIS, IPOBEICHHOTO B
MEIUITHCKas KpacuonmapckoMm kpae, obIriee qucio geTel u

HOMOIIb KOTOPBEIM

IIOJO0B, HMCHOINHUX JXOBU3YAIIU3UPYCMBIC
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Oyzer oka3aHa B
paMKax KIMHHYECKOT
anpobaruu, Ha 100
THIC. HACEIECHUS

BPOJK/ICHHBIE TTOPOKH PA3BHTHSL, COCTABHIIO
1,2% (6249 u3 504026 pomuBIIMXCS, WU

1240 wa 100000 HOBOPOXXIECHHBIX).
KonuuectBo  snmumuHupoBaHHBIX — BIIP
yBemmuuaock ¢ 21% (1998r.) mo 34%
(2003r.), onmHakKoO B TOCIEOHHUE TIOIBI
HAOOMAaeTCs  TEHOCHIWS  yMEHBIIEHUS
snumunupoBaHHbIX BIIP mo 28-32%, 4ro
CBSI3aHO C  BHEAPEHHOM  CcHCTEMOH
00s13aTETEHOTO KOHCYJIBTHPOBAHUS
OepeMEeHHBIX C BEISIBJICHHBIMU

KypaOeTbHBIME IIOPOKaMH Pa3BUTHS Y IUTONA
BPaYOM-TEHETHKOM M JETCKUM XHPYPIOM
COOTBETCTBYIOIIETO PO

3aboneBaemocTts B PO
(o 3aboneBanmIo/
COCTOSIHHIO)
[AIUEHTOB,
MEIHITTHCKAS
TIOMOTIIb KOTOPBIM
OyIeT oKkazaHa B
paMKax KIUHUYECKOH
ampobartun, va 100
THIC. HACEJICHUS

1o maHHBIM perucTpa BPO>KAEHHBIX IOPOKOB
pa3BUTHsL, CyMMapHasi 94acTOTa BCEH IPYIIIIEI
MIOPOKOB O0S3aTENBPHOIO ydeTa COCTaBHIIA
878 na 100000 poxxnenwuii. 3a uccienyeMbli
MIEPHOJ] OTMEUYAETCS OJIOKUTENBHBIN TPEHT
001mei 9acTOTHI MOPOKOB pa3BuTHs: 841,8 B
2011 romy m 1021,8 B 2018 romy, 4ro
HauboJIee BEPOSITHO CBSI3aHO C YIYUIICHUEM
BELIBIICHUS M y4eTa IOPOKOB Da3BHUTHS B
peructpax. JlaHHBIE 3HA4YeHHA  JIMIIb
OpPHUEHTHPOBOYHO IPENCTaBILIIOT
pacnpoctpaneHHOCTs BIIP B npeHaransHOM
NEpUONle, MOCKOJIBKY MHOTHE IIOPOKH
Pa3BHUTHS SIMMUHHUPYIOTCS BHYTPHYTPOOHO
6maronaps Pa3BUTHIO METOZOB
MPEHATAILHOU THAarHOCTUKH.

[3]

CwmeptHOCTD B PO 0T
3aboneBaHus/
COCTOSHHUS
TIAIUEHTOB,
METAIAHCKAST
TOMOTIB KOTOPEIM
OyneT okazana B
paMKax KIMHHYECKOH
anpobarun, Ha 100
TBIC. HACETICHUS

BpoxneHHBIE aHOMAJINU Pa3BUTHS SBJIAIOTCS
OCHOBHOH [IPUYHHON MJIaZICHYECKOM
cmeptHOCTH B P®. Ilo naneemM Poccrara, Ha
2022 r. MmameHYecKas CMEPTHOCTHL OT
BPOKICHHBIX aHOMAaJIUH (mopoxoB
pa3Butus), nehopManuii ¥ XPOMOCOMHEIX
Hapymenuii cocraBmia 94 wHa 100000
POIHMBINKXCS XUBBIME, Torna kak B 2010 r.
sTa nudpa cocrarmsua 182 ma 100000, gro
OTpaXaeT TIporpecc B  IPEHATAILHON
JTUArHOCTHKE U MPOQUIAKTHKE BPOKIEHHBIX
ITIOPOKOB Pa3BUTHS.

Iloxazarenu
IepBUYHON B 00Imel
AHBATUTHOCTH IO
3abonesanuio/
coctosauio, Ha 10
TBIC. HACETICHHS

ITo mamaemM Poccrarta, 6onee 13%
BCEX TPEICTABICHHBIX 3a00IE€BaHMU Y
BIICPBBIC IPU3HAHHBIX WHBAIMIAMH JETEH
IPUXOIUTCS Ha BPOXKACHHBIE AHOMAIMHU
(mopoxu  pasBuTHs), AedopMmManMH M
XpOMOCOMHBIE HapymeHus — Takux 10,4
ThIc. uelt. Cpeny Bcex AeTed-HHBAIKIOB, 110
naHasM Ha 2022 1., BpOXKACHHBIE aHOMAIIAH
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(mopoku  pazputus), AedpopmManmuum U
XpOMOCOMHBIE ~ HApYIICHUS OOYCIOBHIA
BO3HHUKHOBeHHE HHBAIMAHOCTH Y 101,7 ThIC.
JmetTeii, uro cocraBmwio 33,6 cmywas Ha 10
TBIC. JETEH.

Wuarle coumansHo- HET
3HAYUMEIE CBEICHHS O
TaHHOM 3a00seBannn/
COCTOSHUN
A12.05.013 [{utoreneTnyeckoe

XapakTepucTaKa
CYILIECTBYIOMIAX
METOJIOB
(asreTEpHATHUBHBIC
TIpe/jiaracMoMmy)
BXOJSINUX B IEPEIHU
OMC, BMII, B Tom
qucie, ¢
0003HaYCHUEM
METOIa,
TIpeIaraeMoro s
CPaBHUTEIHHOTO
agam3a (Ko,
HaUMEHOBaHMe,
KpaTKO€ OIHCAHHE)

uccienoBanye (KapruoTHII).

Merton KapuOTUNHMPOBaHUS (CTaHAAPTHOE
IUTOTEHETUYECKOE HCCIIeIOBAHUE)
MIPUMEHSETCS TOBCEMECTHO Y  BKIIOYAET
KyJGTUBHPOBAHMUE in Vitro aMHHUOIUTOB C
IETBIO MTOJTYYCHUS TIpenapaToB MeTa(a3sHbIX
XpPOMOCOM ¥ TIOCJIEIYIOIIMM IPUMEHEHUEM
nuddepeHIHanTsEEOro OKpallliBaHUs
XPOMOCOM ISl UCCIEOBaHMS KapHOTHUIIA C
MOMOINBIO CBETOBOTO MMKpPOCKOIA IIpH
yBemmuernu x1000. /lanHOE mccienoBaHue
He BxomuT B mepeunu OMC u BMII mma

IpeHaTaIbHON JarHOCTHKH. B
COOTBETCTBUU c KITMHUYECKIMHU
PEKOMEHIAUSIMH, YTBEPXKIICHHBIMHA
Mun3zipaBoM PO, «HopmansHas
OEepeMEHHOCTEY», IpPU  IOATBEPXKICHUHU

BBICOKOTO PUCKa XPOMOCOMHBIX aHOMAaIHA
(XA) w/mnm TOPOKOB pPa3BUTHA IIIOJA,
aCCOIMHUPOBAHHBIX ¢ XA, IO [JaHHEIM
HEUHBAa3UBHOI'O IpPEeHATaIFHOIO
TECTUPOBAHUS ¥W/WJTH 1T0 JaHHBIM CKPHHHHTA
1-ro unm 2-ro TpUMecTpa ¢ IEpPEpacYeToOM
UHIUBUIYAJIEHOTO pucka POXIIEeHHS
pebenka ¢ XA Ha OCHOBE JaHHBIX IIOBTOPHO
npoBeneHHOro Y3MU muona, peKOMEHI0BaHO
HApaBUTh OCPEMEHHYIO IAlUEHTKy Ha
MPOBEJICHNE WHBAa3UBHON IIPEHATAIBHOH
JIAArHOCTHUKY (OHMOIICHUS XOPHUOHA, IUIAlEHTE],
aMHUOIICHTE3, KOpPIOLICHTE3) c
WCCIICAOBAaHUEM I[IOJyYEHHOIO Marepuana
IIUTOTCHETHYECKIMH  (IIUTOrEHETHYECKOE
rccleoBaHue (xapuOoTHII)) U
MOJIEKYJISIPHO-T€HETHIECKAMHI METOIAMH.




Ipobnemsr Tekymmeit
IIPaKTUKH OKa3aHUs
MEIUIMHCKOM
IIOMOIIY aIleHTaM,
MeauIuHCKas
IIOMOIIb KOTOPHIM
OyIeT oxasaHa B
paMKax KIPHHYECKOH

Meronsl NOMCKAa TIE€HETHYECKHX MPUYHAH
BPOXIECHHBIX IOPOKOB pa3BUTHA
pasnuuarorca. Haubonee pactipocTpaHeHo B
KIMHWYECKOH  IPakTHKE  I[IPUMEHEHHe
METOJIOB QF-PCR, FISH 15811071
Kapuotunuposanus. Tem He menee, BIIP
MOTYT OBITH OOYCIIOBJICHBI I'€HETHYECKHMHU
HapyIICHUsIMHU, KOTOPBIE HE MOTYT BBISIBUTH

JaHHBIE  TECThl  BBUAY  OIrPaHUYCHHH
MeTon¥K. B mocnensee Bpems Bee gare cTai
[IPUMEHSTHCS XPOMOCOMHBIN
MHKpoMaTpuyHblid aHamu3 (XMA), a taxxke
MIOSIBUJINCH JIaHHBIE 0 II0JIb3€
BBICOKOIIPOU3BOIUTENILHOTO

CEKBEHUPOBAHHSI, B YacTHOCTH,
CEKBEHHPOBaHMS 3K30Ma. B  HEKOTOPBIX
cly4asx  HeoOxomuMmMa  MHOTOJSTaHas
IWarHOCTHKa, BKJIIOYarolmas B ceds
HHCTPyMEHTAIbHBIE U J1abOpaTopHBIE
HCCIIEIOBAHUS u TeHETUYECKOe

[3-6]

anpoOarnyu, KOHCYNbTUpOBaHUE. B Hacrosimee Bpems
MOATBEPKIAOIIHE IIpeHaTajgbHas [IUAarHOCTHKa HECOBEPIIECHHA
HeoOXoauMoCTh A B 3HAUUTEIHHOM YHCJIE  CIy4acB
IIPOBEICHUS [IpeHATAThHBIE MapKepPhl TIECHETHYECKUX
KJIIMHIYECKOU 3ab0eBaHUA OKa3bIBAIOTCSA
anpoOaryu HEBBISBJICHHBIMH. Takum obpazom,
IpeHaTaIbHOe KOHCYJIbTHPOBAHUE
IIPOBOUTCS B  YCIOBHSX  HEJIOCTATKa
KJIMHUYECKOH WH(GOpMAIMA O BO3MOXKHOM
CHHIPOMAJIBHOM MAaTONOTHUH y ILIoNa C
HeOIaronpusITHEIM [TPOTHO30M IS XKU3HH U
pasButus. MHopMaTHBHBIE TeHETHYECKHE
IIpeHaTaIbHbIe TECTHI ¢ HAHUOOJEee TOTHBIM
HabOpOM HCCIENyeMBIX TE€HOB MOTJIH OBl
CTaThb OIOPOH OIS TPUHSATHS pPElIeHuH o
OEpEeMEHHOCTH B YCJIOBHSX HEIOJIHOIO
(beHOTUIIHYECKOTO IIPOSIBIICHUS
3a00JIeBaHUS B IPEHATAIHHOM IEPUOIE.
Oxunaempie VBenuuenne JIOJIA MIpEHATAIBHO
pe3yAbTATHI YCTaHOBIICHHBIX JHArHO30B TE€HETHYECKOTO
BHEIPEHHUS, 3a00yieBaHUs y TIUIOIOB C aHOMATUSIMH
IIPEATIAraeMoro K pPa3BUTHSL.
R OnpeneneHue TPOTHO3a [UIS JKU3HH U
KJIWHAYECKOH

anpobanun MmeTona. B
TOM 9HCIe
OpraHn3aluOHHEIC,
KJIMHUYIECKUE,
SKOHOMHYECKHE
ACHEKTHI

pa3BUTHA IJIOJA, BO3MOXXHOCTEH JICUCHUS,

TaKTHUKHU BCACHUA 6epCMCHHOCTI/I Ha
OCHOBaHHMU  JAaHHBIX  ITOJIHOOK30MHOIO
CEKBEHUPOBAHUS TPHO.

CoxpaieHre CpOKOB “‘IMarHOCTHYECKO

OZIACCEN” - €€ 3aBEPIICHUE 10 POXKICHHUSI.




CHrxenme IokasaTeled  MiangcHYecKoi
CMEPTHOCTH U UHBAJIUTHOCTH.

Buenpenue MeToaa MIPEHATaAIHHOIO
ITOJIHO3K30MHOIO CEKBEHUPOBAHUS B
KIMHIYeCKHe pekoMeHnanuu “HopmanbHas
OepemeHHOCTE”, “VICKyCCTBEHHBIN abopT
(MenunuHCKUH abopT)”.

CosepiieHCTBOBaHUE paboThI
[epUHATAIBEHBIX KOHCHIIYMOB.

[Ipodunakruka HaCJIeICTBEHHBIX
3a0051eBaHUl B CEMBSIX U3 IPYIIIBI PUCKA.

6. HoBu3zHa MeTona 1 (MJIM) OTJIHYHE €r0 OT H3BECTHHIX AHAJOTUYIHBIX METO/I0B.

Byner ampoOwpoBaH IPOTOKON MOJIEKYISIPHO-TEHETUIECKOTO OOCIENOBaHMs IUIOAOB C
AHOMAJIMSIMU Pa3BUTHS METOAOM IOJHO3K30MHOIO CEKBEHHPOBAHMS TPUO, KOTOPBIA IIO3BOJIMT
OJTHOBPEMEHHO ITPOBECTH IIOMCK MOHOTEHHBIX M MUKPOCTPYKTYPHBIX XPOMOCOMHBIX 3a00/IeBaHUH
y IJIoJa, 94TO MO3BOJNUT Oojee TOYHO OMpeneNuTh NMPOTHO3 IUIS JKU3HHM M PasBHTHA IUIOJA,
BO3MOXKHOCTH JICUEHUS HACJIEICTBEHHOro 3a00JIeBaHUS IIOCIIE POXKICHHS U TAKTHKY BEICHHUS
OepeMEeHHOCTH, PUCKY MTOBTOPEHUS HACIEICTBEHHOM IIATOJIOTHH ¥ aHOMAJIU| pa3sBHUTHA IIOAA B
cembe. [lo cpaBHEHHMIO CO CTaHIAPTHBIMU METOJAMH NHArHOCTHKHA XPOMOCOMHOM IIaTOJIOTHH
wioga (KapuoTwil), 3a(QHUKCHPOBaHHBIMH B KIMHUYECKHX pekoMeHmamumsax «HopmanbHas
OepeMeHHOCTE», OIHOOPEHHBIX MUHHUCTEPCTBOM 3ApaBooxpaHeHus P®, naHHBIM IIPOTOKOI
ITO3BOJIUT B CXKATHIE CPOKU TUArHOCTHPOBATH HE TOJHKO XPOMOCOMHYIO IIATOJIOIHIO IO, HO U
MOHOTI'€HHBIE 3a00JIeBaHMsI, KOTOPBIC OOBIYHO HE aHAIM3UPYIOTCS Ha IPEHATANbHOM 3Talle, XOTH
II0 JIMTEPATYPHBIM JaHHBEIM B 3HAYMTEIBHOW YacTH CIydacB IMEHHO MOHOTEHHBIE 3a00JIEBaHHA
SIBIIIOTCS IPUYUHON aHOMAJIHIA Y TIoja 0e3 YacThIX XPOMOCOMHBIX CHHAPOMOB. B oTimaune oT
XPOMOCOMHBIX HapyIICHHM, KOTOpble B OOJBIIMHCTBE CIy4aeB BO3HUKAIOT CIIOHTAHHO,
MOHOI€HHEIE 3200 €BaHusI MOT'YT OBITH YHACIIEIOBAHbI I UMETH PHCK IIOBTOPEHHUS B ceMbe OT 25%
10 50%, oHAKO IS NaHHBIX 3a00JI€BaHMil, B OTIIMYKAE OT XPOMOCOMHBIX aHOMAJIUH, CYIIECTBYET
s dexTuBHAS NpodriIakTHKa B (opMe paHHEH IpeHaTalbHOM AMAarHOCTHKM Ha MOHOICHHOE
3a00JIeBaHKE HITH TPEHMILTAHTAIAOHHON T€HETHUECKON TUarHOCTUKY 3MOPHUOHOB.

7. KpaTlcoe OINMCaHMEe M YacTOTa H3BECTHBIX H INOTCHIHAJIBHBIX PHCKOB NPUMCHECHHS
METOJa IJifl MAIIHECHTOB, €CJIHU TAKOBbBIC HMCIOTCS, H IIPOrHO3UPYEMBIX OCJIOKHEHHUA.

I/ICCHeHyeMBIfI METOA ABJICTCSA MCTOIOM in vitro JUArHOCTHUKH MW HEC OKa3bIBaCT BJIMAHHA Ha
IIanucHTa.

8. CchuikH Ha JHTepaTypHble HCTOYHHUKH NyOIuKamui pe3yabTaTOB HAayYHBIX
HCCIeI0BAHMI METOAa WJIH OTAEJBHBIX €r0 COCTABJISIIMUX (B TOM YHCJIE cOOCTBEHHBIX
nyOaukanuii) B peleH3HpPyeMbIX HAY4YHBIX JKypHaJaX H H3JaHHUAX, B TOM YHC]IE B
3apy0eKHBIX KypHAJIaX (Ha3BaHUS KyPHAJIOB/M3IaHMI, HX UMIaKT-paKTop).
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9. Mnble cBEieHNs, CBSI3aHHbIE C pa3pa0oTKoi MeTona.

MequnuHCKast TOMOINB B paMKax KIMHAYECKOH anpobaruy OyAeT IPOBOJUTLECS B COOTBETCTBUU
C JaHHBIM IPOTOKOJIOM KIIMHMYECKOH ampobaruy, npukazoM M3 PO or 19 mag 2023 1. Ne 245u
"O6 yrBepxkaeHud Ilonoxenust 06 OpraHM3alMy KIMHAYECKOH ampobanmd METOIOB
IpoHUIaKTHKH, THATHOCTUKH, JEUCHUS U pPeaOMINTAUK U OKa3aHMs MEIMIUHCKON IIOMOIIM B
paMKax KJIMHAYECKON ampoOanmuy MeTONOB IPOGHIAKTHKH, JUArHOCTHKH, JICYCHHS |
peabunuTanuu (B TOM 4YHCIEe MOPSIIKAa HANpaBIeHUS MNAlMEHTOB JUIA OKa3aHWs TakKod
MEIUIMHCKON IIOMOINM), TUIOBOM (DOPMBI MPOTOKOJNA KIMHWYECKOM ampoOaliy METOHOB
npoQHUIAKTHKH, IHATHOCTUKH, JIedeHust 1 peabumurarmu’”, mpukazom M3 PO ot 20 oxra6ps 2020
r. N 1130m "O6 yreepxnenuu Ilopsiaka OKasaHWs MEIUIMHCKOH IOMOIIM IO NPOQHIIO
"aKymmepcTBO W rmHekoyorums"', MeTomuueckuMu — pekoMeHfamuaMu  «lIpumenenue
BBICOKOIIPOM3BOAMTEIFHOTO CCKBCHHPOBAHHS M MOJIEKYISIDHOIO KapHOTHUIMPOBAHMS Ha
MHKpOMATpHUIIaX B MpeHaTaIbHBIH IEPHOIN.

II1. IMeam u 3apa9u KIMHAYECKOH anpodauun

10. leraabpHOE onMcaHue HeJiel 1 32129 KINHHYECKOH anpodamum:

e KIUHAYECKOH anpodanuu:

HpaKTI/I‘ICCKOG NPUMECHCHHUEC ITPEHATAIBHOI'O ITIOJITHOOK30MHOI'O CCKBCHUPOBAHUA B (bopMaTe Tpuo
JJIL IIOATBEPKACHUA JOKA3aTCIIbLCTB €TI0 KJIAHHAKO-3KOHOMUYECKOMN S(b(i)eKTI/IBHOCTI/I.

3amauu:
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1. CpaBHUTH KIMHHYECKYIO 3(PQPEKTHBHOCTb METONa MPEHATATLHOTO IIOJTHO3K30MHOTO
CEKBEHUPOBAHUSI TPHO U METOJAa KapUOTUIMPOBAHUS 10 aMHHOIUTAM B OTHOLICHUH
BBISIBJICHUS [TATOTE€HHBIX W BEPOSTHO IMATOTCHHBIX BApHAHTOB (MYyTaIlWii), CBSI3AHHBIX C
MOHOT€HHBIMH 3200JI€BaHISIMU, Y OEPEMEHHBIX C aHOMAJIHSIMH Pa3BUTHUS IUIOA.

2. CpaBHUTh KIMHHYECKYIO 3(Q(PEKTUBHOCTh METOJA IIPEHATAIHFHOIO ITOJHOAK30MHOIO
CEKBEHHMPOBAHHWA TPHO M METOJa KapHOTHUIHPOBAHHS IO aMHHOLUTAM B OTHOIICHUHN
BBISIBIICHHS XPOMOCOMHOM IIaTOJIOTHH, BKIIIOYasi MUKPOAEICIUN U MUKPOIYIUIMKALAY, Y
OEepEeMEHHBIX C aHOMATHSIMHU Pa3BUTHS ILIOJA.

3. CpaBHHTh KJIMHUKO-OKOHOMHUYECKYIO 3(PPEKTHBHOCTH METOAA IIOJHOIK30MHOI'O
CEKBECHUPOBAHUS TPUO U METOJIa KAPUOTUIIUPOBAHKS 110 aMHHOIIMTAM JIJIS IpeHATATBHON
JUAarHOCTHKY T€HETUYECKOU MAaTOOTHH Y OEPEMEHHBIX ¢ aHOMATUSIMU Pa3BUTHS IIOA.

4. CpaBHUTH HCXOIBI OEPEMEHHOCTEH IO pe3yibTaTaM MPEHATAIHHOIO IMTOJHO3K30MHOTO
CEKBEHUPOBAHMS TPHO U METOJa KapHOTHIIMPOBAHHS [0 aMHHOIUTAM Y OEPEMEHHBIX C
AHOMAJIUSIMU Pa3BUTHUS IUTOA.

IV. Inzaiin kInHAYECKO# anpodaun

11. Hay4ynasi 000CHOBAHHOCTH ¥ /IOCTOBEPHOCTH MOJIYUYeHHBIX HAa CTaJAWH PpPa3paboTKu
METO/a JaHHBIX, BKIIYAs J0KA3aTeJbCTBA €ro 6e30MacHOCTH.

HaganpHbIM 53TanmoM npeHaTalbHONH IUATHOCTHKH TPAIAWIIMOHHO SIBIISICS aMHHOLIEHTE3 C
IIPOBENICHUEM JHMAarHOCTUKM 4YacThIX aHeymimounuit (cunapomsl Jlaysa, OpBapzaca, Ilaray,
TepHepa) MeTogamMu KapHOTUIIUPOBAHUS, KojmyecTBeHHOU duryopecuentroi [111P umu FISH. B
MOCNEAYIOIUE TOABl CTal MPUMEHSITHCS METOJ XPOMOCOMHOIO MUKPOMAaTpUYHOIO aHalu3a,
KOTOpBIA oOsamaer 3HaunTeNnbHO OonbmmuM (B 10-100 pa3) paspemneHueM IO CpPaBHEHHUIO C
KapUOTUIIMPOBAHUEM, OJHAKO MPUMEHEHHE OSTOr0 METOoJa YBEIWYIIO IUArHOCTHYECKUE
BO3MOXXHOCTH numib Ha 10% cBepx BBIIBISEMBIX KapuoTUNOM. OrpaHUYCHHSIMH METOIOB
OCTaBAJIUCh TOYCYHBIE MYyTallM{, BapUalliy YHCIa KONHUM HUXKE pa3pelleHHs METONOB (IJIf
kapuotuna — 5-10 muH 11.H.). Micnonap3oBaHue NOTHO3K30MHOTO CEKBEHUPOBAHUS B IPEHATAIIBHON
IUAarHOCTHKE CTaj0 pa3BUBAThCS B IMOCIEAHEE MAECATUIIETHE M IIPOU3BENIO PEBOIIOLHUIO.
MHOTOYHCICHHBIE HCCICIOBAaHUSA I[IOKa3ad €ro BBICOKYIHO J(P(PEKTHBHOCTH Kak IIpH
U30JIMPOBAaHHBIX TOPOKAX Pa3BUTHS, TaK U IPU MHOKECTBEHHBIX aHOMAIUAX Y IIOJIOB, 3aJEPKKE
BHYTPHYTPOOHOTO pa3BUTHs, HEMMMYHHOM BOJSHKE IUT0Aa, MHOroBommu [21]. PesymsTaTsl
IIPOBEJICHHBIX HCCICIOBAHUN IIPOASMOHCTPHPOBATIM TAATHOCTHIECKYIO IeHHOCTE 20%—80% s
IIPEHATATHLHOTO MOIHO3K30MHOTO CEKBEHUPOBAHUS B 3aBUCHMOCTH OT KPUTEPUEB BKIIIOUECHUS H
TUNAa aHoManuu, OOHapyxkeHHo y moga [10-21]. Bo MHOrMX HCCIENIOBAaHHUSX METOJ
npuMeHsiercss B popmare Tpuo (IO U POTUTENH), YTO 3HAUUTEIHHO YCKOPSIET NTUArHOCTHKY
(mocne wuccnemoanus Tonmpko JIHK mmoma TpeGyercs obcnenoBaHue pOIUTENEH METOAOM
cexkBeHupoBaHus 1o CsHrepy, KoTopoe pa3pabaThiBaeTcsi MO pe3yjbTaTaM CEKBEHHPOBAHUSA
9K30Ma, TpeOyeT 3aKka3a MHINBUAYAIbHBIX TECT-CHCTEM, Ha pa3paboTKy KOTOPBIX MOMKET yWTH
3HAYUTEITHHOE BPEMs) U yBEIMUMBAET €€ TOYHOCTh. Bricokas quarHocTuyeckas 3 QeKTHBHOCTD
IIOJIHO3K30MHOTO CEKBEHHPOBAaHUS TPUO MPOJEMOHCTPHPOBaHA NS IUIOAOB CO CKEIETHBIMHU
ManspopmarusmMua  (52%), MHOXECTBEHHBIMH TIOPDOKAMM Pa3BUTHS, BKIIOYas JIAILEBEIC
nusmopduu (44%), yporeHuTTbHBIMEA MainbhopManusmu (44%), aHOManUsIMH LEHTPAIbHOU
HepBHON cucTeMbl (43%), yBEeTWYEHHEM TOJIIMHBI BOPOTHHUKOBOro mpocTpaHctBa (33%),
3a/iepikKe BHYTpUYTpoOHOTO pasputus mrona <10 mepueHtuns (26%), mopoku cepana (24%),
anoMammu oprana 3penus (20%), aprporpunos (20%). Takum obpazom, cymmapso y 38% mionoB
C aHOMaUsIMU ObLlIa BHISBICHA T€HETHYeCKas MATOJOTHs, MpudeM OJjaroaaps KCIOJIB30BaHUIO
TpuO B 47% ciaydaeB ObLIN BBIIBICHBI CIIOHTAHHEIE MyTaluH (de novo), He yHAC/IeJOBaHHBIE OT
ponuteneii. bonee yem B Tpetu ciydaeB (37%) ObLTH BBISIBIICHBI BApUAHTHI B T€HaX 3a00JIeBaHUN
C ayTOCOMHO-PEIIECCUBHBIM U X-CIETNIEHHBIM THUIIOM HacleJ0BaHUs, YTO JAcT BOSMOXKHOCTH JJIS
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NPOQUIAKTHKA NATONOTHH ILIOJA IpPH CIeAyromell GepemMeHHOCTH y mapel Jlumms 10%
0OHapy>KEHHBIX C OMOIIBIO [OJHOSK30MHOTO CEKBEHHPOBAHMS MYTAIHH MOLJIH OBITH BEISBICHEI
KapuOTHIIHPOBaHHEM. BaKHBIM aCIEKTOM ABIIAETCS TO, YTO CIIEHHATBHBIE TIOAXOABI K 06paboTke
J@HHBIX IIOJIHOOK30MHOTO CEKBEHHMPOBAHHUS IIO3BOJIIOT BEISIBUTH BapHAlldM YKCIA KOIMH, Ha
KOTOpbI€ HAlENCH XPOMOCOMHBIM MHKPOMATpUYHBIM aHAIHM3, TakuM o0pa3oM, OIHHM
HCCIECIOBAHMEM MOXXHO 3aMEHHWTHL JBA METOJa. 1akkKe BBICOKAs YyBCTBUTEILHOCTH
IIOJTHOK30MHOI'O  CEKBCHHPOBAHHUS CHOCOOCTBYET BBISBICHHIO BapHaHTOB B MO3aHYHOM
COCTOSIHHH, 4YTO IO3BOJLIET YCTAHOBHUTH JWArHo3 U B Pse CIy4aeB ONPENCTHTh BEPOSTHOCTD
IOBTOpeHuUs maronorud. Cpennee BpeMs MOYUeHUs pe3yibTaTa COCTaBIIIO 12 nHel, uTo menaer
CKOPOCTh IIOJIyY€HHS pe3yJIbTaTa COIIOCTABUMOM CO CTaHJAPTHHIM ILIMTOT€HETHYECKUM
uccrenopanweM [14, 15, 21]. Ilo mamHBIM 3apyOeXHBIX HCCIEHOBAHHM, MOTHOSK3OMHOE
cexseHuposanue spdexruBree QF-PCR 1 XMA BmecTe B3sThIX Ha 31% 1S BceX BPOXKICHHBIX
aHOMAaJINH Pa3BUTHUS, OCOOEHHO OHO HHGOPMATHUBHO IS IPEHATAIBGHOM AUATHOCTHKY CKEIETHBIX
mucmnasui (53%) W HEpBHO-MBINIEYHBIX 3aboneBanuii (37%). B oTCyTCTBHE YCTAaHOBICHHOM
IPUYMHEL BHYTPUYTPOOHOrO HAPYIIEHHS DasBHUTHS IUIOJAa HEBO3MOXHO HPOTHO3HPOBATH
IIOBTOpPEHUE 3a00JIE€BaHus B JAHHOW CeMbe, NaTh NEPCOHAIM3MPOBAHHBIE PEKOMEHNAIMH I
071aronoy4Horo TeueHus GepeMeHHoCTH [7].

B ©I'BY «HMUI] AI'Tl mm. B.M. KymakoBa» Munsnpasa PO naHHBIf MeTOX BHEIPEH B
KIMHAYECKYIO IMPAKTUKY M IPHHOCUT CBOHM ILIOZBI, ONMCAHHBIE B IyOmmkamwmsx [16-20]. Ha
OCHOBaHHM ONbITa BpAYECH-TEHETHKOB M HAyYHBIX COTPYAHHKOB, 3aJ€WCTBOBAHHBIX B
KIMHUYECKOH amnpobaimu, OBUIM CO3JaHBI METOAWYECKHE peKoMeHpamuu «lIpuMeHeHHe
BBICOKOIIPOM3BOJAUTENFHOTO CEKBEHUPOBAHHS MK MOJEKYISIPHOTO KapHOTUIMPOBAHUSA HAa
MHKDPOMAaTpHIaxX B IPEHATAIBHBIN epuoay [22].

12. Onncanne qu3aiiHa KIAHAYECKOH anpo6anum, KOTOpoe K0:KHO BKIIOYATH B ce0si:

12.1. Yka3anue 0CHOBHBIX H JONOJIHUTEIbHbIX (IIPH HAIMYHHA) HCCIeIyeMBbIX IapaMeTPoB,
KOTOpBIe OyIyT OLEeHHBATHCS B X0/ KIIHHAYECKOH anpodanumn;

OcHoBHBIE HCCJIE€AyEMBbIC ITapaMeTPhI OLICHKH B X0/1€ KJIMHHUYEeCKOM anpoﬁalmn:

Ne ITapamerp

1 BrIsiBIeHNE TATOreHHEIX U BCPOATHO NMATOTCHHBIX T'€CHETUYCCKUX BAPUAHTOB.

ﬂOIIO_JIHI/lTeJILHbIe HCCJICAYEMBIC NIAPAMETPhI OCHKH B X0€ KJIAHAYECKOMI anpoﬁamm:

Ne Iapamerp

1 HpOI‘ HO3 JIJI1 J)KU3HHU B PasBUTH IJIOJA U TAKTUKU BEICHU S 6CpeMCHHOCTI/I.

2 | Prcku noBTOpeHHS 3a00JIeBaHUS IPH CIIEAYIOLIEH OEPEMEHHOCTH B CEMBE.

3 | Bo3MoOXXHOCTH JTeueHns 3a00IeBaHUS ILTOA.

12.2. Onucanne nu3aiiHa KIMHAYECKO#l anpofammu ¢ rpaduueckoil cxemoii (3rambl U
NpoueaypPhI, a TAKIKEe CPOKH H YCJIOBHS HX NPOBEXCHHUSI, HHOE);

Jmzaiin: .
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B uccnenoBanme OyIayT BKIIOYEHBI HAIMEHTKH CO CPOKOM OepemeHHOCTH Ooinee 15 Henmens c
3X0rpadMueckuMy IpPU3HAKAMH AHOMAIHH IIO0NA, KOTOPHIM OBLT HPOBENEH aMHHOIIEHTE3 C
LENBI0 NpPEHATATbHOM TI'eHEeTHYeCKOM AMarHOCTUKH. Bpauamu-reHeTukamMu OyayT OTOOpaHBI
HAIlMEeHTKA ¢ aHOMAJIUSAMHM IUIOJA, KOTOPHIE acCOIMMPOBAHBI ¢ MOHOTCHHBIMH 3a00JI€BaHUSIMU
coriacHo 6asaM TaHHBIX O KIIMHUKO-TeHeTHYecKuX accoruanusx OMIM, Orphanet (mepeanciuTs
IOJHBIM IIepeueHb TaKUX aHOMAIIUHM Pa3BUTHS IUIONA 3aTPYIHUTENBHO).

Kiananyeckas anpobanust 6yxeT NPOBOAUTHCH COTJIACHO C1edyIouiell cxeme:

MipocnexTusHoE UCCAeApBatmue PeTpoCreKTMBHOS ucchenosanne
CHDUHUHT DalUeHTOos, CHPUHUHT BHWEHTOR,
OLIEHKA 710 KPUTEDUAM OLEHKS TIO KPWICPUAM

srnoueHus/HeskmoueHus BrUnOYeHRS/ HEBRIOYEHNS

| |

fpynna merona
Ipynna KA cpaBHeHmus
N=403 N= 403
Honnosx3icmeoe
CEKBEHMpOBaKHUE B Kapuotunuposasne
dopmare oo

e AHAnRK3 PE3YALTATOS

12.3 Onucanne MeT01a, HHCTPYKIHH 110 €r0 MPOBEJCHUIO:
Oransl KITMHUYIECKOH arpobanuu:
IJran 1: OTO0p ManueHToB, OIEHKA 110 KPUTEPUSM BKIIOUCHHS/HEBKITIOUCHNUS.

B Teuenme roma mpoBoguTcs HAO0Op OEpEeMEHHBIX C AHOMANUSMHU Pa3BUTHUS IIIOJA U3 4YHCIA
OoOpaTHUBIIMXCS Ha IEepUHATAIBHBIM KOHCHIHYM. OIEHHBAETCS COOTBETCTBHE KPHUTEPHUIM
BKIIIOYCHUS/UCKITIOYCHUS, aHAMHECTHYECKHE  JaHHBIe,  PEe3yJNbTaThl  IPEACTaBICHHBIX
oOcnenoBanuii, TabOpPaTOPHBIX WCCICNOBaHWN. B WCClemoBaHWE BKIIOYAIOTCS ITAllUEHTEI,
KOTOPBIM IIPOBEIEH 3a00p Omomareprmayia (aMHHOTHYECKAs >KUIKOCTH) IIyT€M aMHMOLICHTE3a,
3a00p KpOBM TMAllMEHTKH U OTIa pebeHka (OCYIIEeCTBISETCS 3a CUeT IPYTUX HCTOYHHUKOB
(buHAHCHPOBAHMS), IOANHCHIBAIOTCS HHPOPMHUPOBAHHBIE COTIIACHS U IIPOBOAUTCS KOHCYIbTALlUS
T'CHCTHKA.

Oram 2: HpOBGI[CHIer IIOJTHO3K30MHOTI'O CEKBECHUPOBaHUA TPHUO.
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IIpoBoaMTCS MOMCK M MHTEPIIPETAINS HYKICOTHAHBIX BAPHAHTOB B I€HAX, ACCOLMUPOBAHHEBIX C
AHOMAJIUSIMHU TUTOMA, & TAK)Ke TMPOBOJAUTCS aHAIIN3 BapHallui YKclia KOMUK C LEIbI0 BBIIBICHUS
MHUKPOCTPYKTYPHOM NATOJIOTUX XPOMOCOM UJIH PEAKUX aHEYIIOUIUH.

Jtan 3: VtoroBast KOHCYIbTAIMS [€HETHKA, OIICHKA Pe3yJIbTAaTOB U KpUTEPHEB 3P PEKTUBHOCTH.

12.4. Oxxknpaemasi MPOJO/KATENHHOCTh YYACTHSI MANMEHTa B KJIMHHYECKOH ampobamum,
ONHCAHHE MOCJIEJ0BATEIHLHOCTH U NPOJOLKUTEIHHOCTH BCeX NEpPHONOB KJINHHUYECKOH
anpofanuy, BKIH04Yasi Nepuo/ Moc/Iexyoniero Had1oAeHns, ecJIH TAKOBOI NPeJyCMOTPEH;

Kaxnas mnammenTtka OymeT y4JacTBOBAaTh B KIMHHYECKOH ampoOalud C MOMEHTA
BKJIIOYEHHS B HCCIICNOBaHME JI0 IPOBEICHAS. HTOrOBOM KOHCYNIbTaIMu reHeTuka. Cpok Habopa
IAIlMEHTOB B KIMHHYECKYIO ampoOamuio (9tam 1) cocraBur 3 roma. Cpok INpOBENCHHUSA
MIOJIHOOK30MHOTO CEKBEHUPOBaHHUSA TpUO (3Tam 2) cocTaBUT 10 1,5 MecsieB. Cpok MpoBEAECHUS
KOHCYIBTAIlNN T€HETUKAa U OIEHKU KpurepueB 3QGEeKTUBHOCTU (3Tal 3) MO KaXKIOMY CIydaro
COCTaBHT 10 2 Henemb. MIToro, CpoK yJ4acTHs ManueHTa B KIIMHAYECKOM arnpobaluy COCTaBHUT O
2 MecsIIeB, CPOK IPOBEACHHUS KIMHUIECKOM anpoOary - 10 3 JeT 2 MEeCSIIEB.

12.5. IlepedeHr HaHHBIX, PErHCTPUPYEMBIX HEMOCPEJICTBEHHO B WHANBHIYAJIbLHOMH
PEeTHCTPANMOHHON KapTe KIHMHH4YECKOH ampobanum merona (0e3 3amucH B MeIHMIHMHCKOH
AOKYMEHTAIIHH MANHEHTA) U PacCMAaTPHBAeMbIX B KadecTBe NapaMeTpPOB, YKA3aHHBIX B
nyHkTe 12.1 HacToSmero NpoToKo0.Ja KINHNIEeCKoH anpodanum.

e O@UO nanuenta

e Jlata poxmeHus, BO3pacT Ha MOMEHT UCCIIEIOBaHUS

® (Cpok 6epeMEHHOCTH

e DxorpaduyecKkue IpU3HAKA aHOMAIXH pa3BUTHUSA III0Aa

e PacueTHble HHIUBUAyaTbHBIE PUCKH TpuUcoMHH XxpomocoMm 13, 18, 21 mo maHHEIM
KOMOWHUPOBAaHHOTO CKpUHUHTa OepeMeHHBIX 1 TpuMmecTpa

e JInuHbBIi U cCeMEHHEIN aHaMHE3

e JlaHHEIC O paHee IPOBEICHHBIX T€HETUYECKUX UCCIENOBAaHUAX II0JA
e JlamHbIE O paHee IPOBEICHHBIX T€HETUYECKUX UCCIIEIOBAHUAX B CEMbE
e JlomoJHUTETbHEIE IPOBEICHHBIE UCCIIEIOBAHUS

e (CornameHnue ¥ MOAUUCH MHMOPMHUPOBAHHOIO COIVIACHSA, B KOTOPOM YKa3aHO JaHHOE
HCCIIETOBaHUE

V. OT60p ¥ HCKII0OYEHHE IAIMEHTOB, KOTOPBIM 0Ka3bIBAETCS MENMIMHCKAS NIOMOIIb B
paMKax KJIHMHHYECKOH anpodanum.

13. KpuTepuu BKJINOYEHUS NANNEHTOB.

ITapamerp Kpurepuii BKTIOUCHYS HAaIIUCHTOB
Hanmvenosanue XpOMOCOMHBIE aHOMAJIUH Y TUT01a (IIpearoiaraeMele),
3aboneBaHus TpeOyroIre MpeIoCTaBIeHUS METUIIUMHCKOM ITOMOIIY MaTepu

(cocTostHMS) MAAEHTA B
coorsercramu ¢ MKB-
10

Hacnencreennsie 0one3Hn y mioa (IIpearonaraeMsale),
TpeOyroImue MPeI0CTaBICHUS MEUIIMHCKOM TOMOIIY MaTEPH
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Koz 3abonepanusa 035.1, 035.2

(cocTosHus) MANUEHTA B

coorBercTBul ¢ MKb-

10

Tlon manmenrTon KEHCKUHI

Boazpacr nanmenTon Ot 18 o 50 ner

Hpyrue aHOMaJINY IIJIONIA, KOTOPHIE aCCOIUUPOBAHBI C MOHOTEHHBIMHE
JTOTIOJIHUATEILHEIE 3a00JIEBAaHUSIMH COTrIACHO 0a3aM JAaHHBIX O KIUHUKO-
CBEACHMS regetryeckux acconnanusx OMIM, Orphanet

14. KpuTepun HeBKIIOUEeHHS MAIHEHTOB.

No Kpurepuil HeBKTIOUCHHS TAIINEHTOB

1. | OTkas nanuedTKy.

2. | Cpok bepemenHocTH < 15 Hep.

3. | 3aboneBaHue MJIOAA CBA3aHO C APyruMH (akTopamu (MHOEKIIHOHHEIE, TOKCHYECKHE,
IIJIalleHTapHbIe (aKTOPEI).

4. | OrcyrcTBHE 00pa3IOB KPOBH 000MX OHOJOTHIESCKUX POJUTENEH IIIOAA.

5. | BoeHHOCTYXammue, 3a HCKITIOYEHHEM BOSHHOCTYKAIKX, TIPOXOASIINX BOCHHYIO CIYXOY
II0 KOHTPAKTYy.

6. .HI/IIIa 3aZICPKaHHBIC, 3aKIMIOYCHHBIC ITOJ] CTPaXy, OT6LIBaIOIIII/IC HaKa3aHuc B BHIC
OIrpaHUYCHUA CBO60I[BI, apecTa, JIMIICHHA CBO60,Z[BI 160 AIMUHHUCTPATUBHOI'O apecTa.

15. Kputepun uck/I09eHns NANHEHTOB H3 KIHHAYIECKOH anpodanuu (0CHOBAHUS
NpeKpameHns NPUMEHEeHHs anpooupyeMoro MeToaa).

Ne Kputepnit nckroueHns MAMEHTOB IlepromuaHOCTD OLIEHKY KPUTEPUS
1 OTcyTCcTBHE BO3ZMOXKHOCTH IIPOJOJIKUTE Kaxxap1ii BUBUT COTIIaCHO
IIPOBEICHUE BCEX MEPONPUSATHH, MPOTOKOIY

3aIJIaHAPOBAHHBIX B JaHHOH ampobanuu co
CTOpPOHBI MaIueHTa

2 | Xenanue nanuenTa 100pOBOIBHO MPEKPATUTE Kaxxnip1it BU3UT coriacHO
y4acTHe B KIMHAYECKON anmpolanuu, MIPOTOKOIY

3 | Hapymenue namueHTOM TpeOOBAHMUH, Kaxnprit BUBHT COTJIaCHO
chOpMyYITHPOBAHHBIX COTIIACHO MPOTOKOIY KA, IIPOTOKOILY

IIPEABABIACMBIX CO CTOPOHBI OPIraHU3aTOPOB.

4 | HemocraTo4HOE KOJMMYECTBO MIIM HU3KOE KayecTBO | OIHOKPATHO
JIHK amHBOIIHTOB
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VI. MeauuuHcKasi HOMOINb B PaMKaX KIHHAYECKOH anpodanuu
16. Bun, dopma u yc/10Bus 0Ka3aHHS METHIUHCKOM IIOMOIIH.

Bua MeqWMIMHCKON IIOMOINM: CIENUATH3UPOBAHHAS MEIUIMHCKAs MOMOINb B PaMKax
KJIMHWYECKOU anpobariwm.

CDopMa OKa3aHus MEQUIIMHCKOM IIOMOIIH: IJIAHOBAs.

YcnoBus oKazaHus MeIUITMHCKON ITOMOIIH: aMOyIaTOPHO, B THEBHOM CTAaI[OHADE.

17. Ilepedenp METUIMHCKHX YCIyT (MEAHIHHCKHX BMEIIATEIbLCTB).

B paMkax KIMHHYECKOH armpobanuu OyayT IpUMEHEHEI MEIUIIMHCKHE YCIYTH B COOTBETCTBHH C
I[Ipukazom Munsapasa Poccuu ot 13.10.2017 Ne804u «O6 yTBEp)KI€HHH HOMEHKIATYPEI
MEIUIIMHCKUX YCITYT»:

Kparsocrs
Haumenonanue
Ne | Kon MY 5 npumenen | Ieas nasnagenus
MeaunuHCcKol yeayru (MY) E
Idran 1. OT60p NanHEeHTOB, BKIIOYEHHE B HCCIEA0BAHNE
Ornenka
COOTBETCTBHS
KpUTEPUSIM
ITpuem (ocmoTp, PHTEp
BKJTFOYCHHS/UCKITIOYE
1.1 | B01.006.001 KOHCYJIbTAIlHs1) Bpada- 1
N HHS, OOBICHEHUS
TeHeTHKA MTePBUIHBIN
METOJIOJIOTHH,
CPOKOB, BO3MOXKHBIX
PE3YIILTATOB.
Jtan 2: lIpoBenenne uccaeqoBanus
Omnpenenenre BapuaHTOB
T€HOB, IPUBOISAIINX K
Pa3BUTHUIO MOHOTEHHBIX [Torck MOHOTEHHOM
21 03.503.17.002.0 | 3aboneBanuii, B 1 5
) 41 aMHUOTHYECKOH KUIKOCTH MHUKPOCTPYKTYPHOM
METOJIOM TTOJTHOIK30MHOTO [ATOJIOTHH ILTOIA
BBICOKOIIPOU3BOIUTENHHOTO
CEKBEHHUPOBAHHS
Onpenenenne BapHAHTOB ITorck MOHOTEHHOIH
T'€HOB, IPUBOIAIINX K U
A3BUTHUIO MOHOTEHHBIX MUKPOCTPYKTYPHOH
03.E02.17.014.0 3 = posbyIvP
2.2 ~eVe L ULV | 3abonieBaHIH, B KPOBH 2 MaTOJIOTUH ILJI0AA
41 METOJIOM IOJTHO3K30MHOTO IIPU COTIOCTaBJICHUH
BBICOKOIIPOU3BOIUTEIIBHOTO C T€eHETUICCKAMH
CEKBEHHUPOBAHHMS JAHHBIMU POAUTENEH
Iran 3: Onenka pe3yibpTaTa
TTpuem (ocMoTP, IlonBenenue UTOroB
3.1 | B01.006.002 KOHCYJIBTAIUS) Bpaya- 1 HpCHATAIEROT)
TE€HETHKA OBTOPHBIA TOHETHICERoro
TECTUPOBAHUS,
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KpartHocts
IpHEMEHEH
us

HaumenoBanue

B Iess HaznaveHns
MexunuHckoi yeayru (MY) I

Kox MY

obo3HaueHHe
IIPOTHO3a IS II0/1a
U JJIS CEMBH

18. JlekapcTBeHHBbIE MpemapaThl JAJIsi MEIUIMHCKOT0 NPHMEHeHHs, J03HMPOBKA, 4acToTa
npHeMa, cnocod BBeJdeHHsI, 2 TAaKKe NPOJOLKHTEIbHOCTH NpHeMa, BKJINYAas NEPHONBI
MOCJIeYIOMIEr0 HAOII0AeHH S,

MexnyHapons e
oe
HeNaTeHTOBAH | Lo Cpen Cpen | Equnn
Bka | Coo Yacror | IIpomon ObocHo
HOE HAS HIS B
(npu | cob a KUTEIH BaHUE
Ne | HammenoBaHue pazos Kypc | u3amep
HeoO | BBEX OpueMa | HOCTh Ha3Ha9e
/TpyIIIpPOBOY as oBasg | eHus
X0l | eHAs B JICHb | pueMa HUS
HOE e 7o3a o3a | KO3BI
(xuMubECcKOE)
CTH)
HauMCHOBAHUE
Haumenopanue 3tana
1.1 He TpebyroTes

HAMMCHOBAHHUSA CNICIHATUIAPOBAHHBLIX IIPOAYKTOB JIe9e0HOro NUTAHHSA, 9ACTOTA NIpUeMa,
00beM HCIIOJB3YEMOI'0 MPOAYKTA J1e4e0HOr0 NHUTAHHUS; NIEPECICHDb UCII0JIb3YECMbIX
OHMOJIOTHIECKHX MaTEpUuaJa0B,

IIpoxyKThI JieueOHOT0 MUTAHNS;

Cpensu | Yacrot
Hamme H a Cpenuuii | Eppaumner O6ocraoBaH
: e i IponomxurensH
Ne | HOBamM | pa3oBbl | IpueMa | KypCOBO | H3MEpEHH ue
. & OCTH IpHeMa
e 7§ B I€Hb | #o0npeM | g o00pema HA3HAYCHUA
00beM
HawmmMmenosanue sTama
1.1 He TpebdyroTcs
OMoIOTHYECKHE MATEPHAJIBI;
Hamme Cpenusasa Cpenusis Fouran
Ne | moBanu pasosas KypcoBast Ilens HasHaueHUs
U3MEpEeHNs
€ noTpeOHOCTh | MOTPEOHOCTH

HawmenoBanue >Tamna

1.1 He TpebyroTest

HAMMEHOBAHHS MEIUIMHCKHX H3e/IHil, B TOM YHC/Ie HMILVIAHTHPYEMbIX B OPraHH3M
YeJI0BeKa;
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HaumeHoBaH#e B COOTBETCTBUH C
HomerknarypHo#l Kaccupukarmei
MEIMIMHCKUX H3/IENUH 110 BHIaM

KomnmgecTro
HCHOIB30BAHHEI
X METUIMHCKIX

H3ACTIiH

Llens mpumenenust

Oran 2: [IpoBenenue uccieroBanus

Habop pearenToB a5 mpoBeieHus
BBICOKOIIPOU3BOIUTETHHOTO
CEKBEHHPOBAHUS OMOIOTUIECKOTO
MarepHaja 9ejJoBeKa ¢ UeIbi0
BBIABJICHHS] IIMPOKOTO CIIEKTpa
HAcCJIEICTBEHHBIX MOHOT€HHBIX
3aboeBanmil (Ha OCHOBAHUHI
nocra"osienus [IpaBurenscra

ITonck MOHOTEHHOM 1

L1 Poccuiickoit ®eneparmu ot 24.11.2021 0,015 MHKPOCTPYKTYPHOU
0 MaTOJIOTHH ILIONA
N°2026 «O He3aperucTpupOBaHHEIX
MEIUITMHCKUX U3ICTUSIX IS
JUArHOCTHKY in vitroy, MpHKasoM
Poc3snpaBranzopa ot 30.03.2023 r. N°
1846, pasperieHne Ha MpUMEHEHHE
N°1, mara npenocrasienus
paspemenus: 30.03.2023 r.)
*B 3aBHCHMOCTH OT KOMIUTIEKTAIlMH Habopa.
Hnoe
Koangectpo
HanmvenoBaHue B COOTBETCTBHI C HCII0JIb30BAHH
Ne | HomeHnkiaTypHoii Kiaccudukanmei BIX Heas npumvenenus
MEAUIAHCKAX U3/1eJIni 10 BHAAM MeANIITHCKHX
M3 eI

He TpebyroTest

VII. Ouenka 3¢ppeKTHBHOCTH METOAA

19. Ilepeyens mokaszarenei 3pPeKTHBHOCTH.

HammeHoBanMe epBUIHOrO KpuTepus 3OGEeKTHBHOCTH

VBenuueHue BBIABISIEMOCTH I€HETUYECKOMN IIPpUYUHBI aHOMaIui Pa3BUTHA IIOJA METOAOM
IIOJTHOSK30MHOT'O CEKBEHUPOBAHUS 110 CPABHCHUIO C METOAOM CPaBHEHUS

20. IlepedeHb KPUTEPHEB AOMOTHUTEILHOM IEHHOCTH.

Ne

HammenoBanue BropuygHOro kpurepus sGdhekrusuocta

YTouneHue IIPOTrHO3a U X)XU3HHU U PAa3BUTHA IJIOAA M TAKTHUKHU BEACHUS
6CpCMeHHOCTI/I Ha OCHOBaHHUU PE3YJIHTATOB IIOJIHOIK30MHOI'O CCKBCHHUPOBAHUS.

Omnpenenenne pucka MOBTOPeHHUS 3a00IeBaHNS IPH CIIEAYIOIIEH GEpEMEHHOCTH B
CeMbE Ha OCHOBAaHMH PE3YIBTATOB IIOJIHOIK30MHOTO CEKBEHUPOBAHHSI.
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OHpCI[eJICHI/IG BO3MOXHOCTEH 1eueHus 3a00IeBaHus 11014 Ha OCHOBAHHUH
PE3YIBTATOB IIOJTHOK30MHOI'0 CCKBEHHUPOBAHUS.

21. MeToanI H CPOKH OLEHKH, PErHCTPALUH, y9eTa H AHAIN3A IoKa3aTe el
3 peKTUBHOCTH.

Ha xaxmoro mnanueHTa, BKIIOYEHHOTO B KIMHHYECKYIO alpoOallfio, 3amoJHIETCS
WH]MBUyalbHas PErHCTPAllMOHHAd KapTa HaONIONEHMs IalueHTa. AHAIu3 I1apaMeTpoB
30(EKTUBHOCTH IIPOU3BOIUTCS C MOMOINBEO COOTBETCTBYIOIIMX MAaTEMAaTHUECKAX U
CTaTUCTHYECKUX MeTOn0B. B 2025 r. mmanupyetcs Bkmrouuth 50 manmedtos, B 2026 1. — 200
nmanueHToB, B 2027 r. — 153 nanueHTOB. Y OGepeMeHHBIX OyIAyT NpOAHAIA3UPOBAHEI H
OXapaKTepU30BaHbl KITHHHUKO-aHAMHECTUYECKHAE U NHCTPYMEHTAIbHEIE II0Ka3aTeld 3a00/IEBaHUS
IJI0/1a, IPOBEICHO 3asBIEHHOE 00C/IEN0BAHNE, ONUCAHBI IPEHATAIBHEIE MAPKEPHI T€HETHIECKIX
3a00JIeBaHUH 10712 ¥ IPOaHATH3HPOBAHA UX CBSI3b C OOHAPYKEHHBIME IATOTeHHEIME ¥ BEPOSITHO
[aTOr€HHBIMU T€HETHYCCKAMM BapHaHTaMK IIPH IIOJHO3K30MHOM CEKBEHHPOBAHUM TpPHO. [0
UTOTaM 3aBEPINAIOIIETO FeHETHIECKOTO KOHCYIFTHPOBAHUS OyIeT OIpeNeNneH PUCK IIOBTOPEHHS
aHOMaJM{ MJI0Ja B CEMBE, IPU BHICOKOM pPHCKE MOBTOPEHHMS — IPENIOKEHB METOIbI
NpOGUIAKTAKA  HACNENCTBEHHON I[ATONOTMM B CeMbe (MPEHMILTAHTALMOHHAS /MK
NpCHAaTallbHAsl JHMArHOCTHKA), M3ydeHbl BO3MOXXHOCTH IIATOTCHETHYECKOM Tepamuy I
IPCHATATBbHO BRIABJICHHBIX 3a001eBanuif. B I kBaprane 2026 roxa u B I ksapraine 2027 roxa 6yayT
IPECTaBICHbI IPOMEXYTOYHBIE OTYETHI, BKIFOUYAIONIUI CPAaBHUTENBHBIN aHATH3 CTAHIAPTHBIX
METOJOB IIPEHATATbHOW IMAarHOCTHKH XPOMOCOMHON IIaTOJOTHH (KapUOTHIIMPOBAHUA) U
IIOJTHO3K30MHOTO CeKBeHHpOoBaHus Tpuo. B I xBaprane 2028 rona OymeT npeacTaBieH HTOrOBLIA
OTYET II0 BCEM KpUTEPUsM 3P PEKTHBHOCTH.

Ne Ioxazarens 3¢ dexTuBHOCTH Mertons! OLIEHKH Cpoxu oneHKH
BrIsBIsIeMOCTh TeHETHYECKOM B cpaBHenun co
[IPHYMHBI aHOMAJIAN Pa3BUTHUS CTaHIApTHBIMU METOAAMHU
1.| ™ p P A . | Yepes 2,5 mec
ILJI0JIa METOZOM IIOJIHO3K30MHOIO | JUArHOCTHKH XPOMOCOMHOM
CEKBEHUPOBAHUSL. IIaTOJIOTUH (KapHUOTHII)

IIporso3za Amst )XU3HU ¥ Pa3BUTHS
IUI0A ¥ TAKTUKY BEICHUS

2.| 6epeMEeHHOCTH Ha OCHOBaHHUH
PE3yNBTaTOB IIOJHOIK30MHOTO
CEKBEHHUPOBAHHSI.

B cpaBHeHUH co
CTaHJAPTHBIMHU METOJIaMHU
JIAarHOCTUKU XPOMOCOMHOH
IIaTOJIOTMH (KapUOTHI)

Yepes 2,5 mec

Puck noeropeHus 3a0oieBanus
IIpH CIEAYIOUIel OepeMEeHHOCTH B
3.| ceMbe Ha OCHOBaHHHU PE3YJILTATOB
IIOJIHOK30MHOI0
CEKBEHUPOBAHMS.

B cpaBHeHu™ co
CTaHJApTHBIMU METOIaMU
JHarHOCTHKH XPOMOCOMHOM
IIATOJIOTHH (KapHUOTHII)

Yepes 2,5 mec

BosmoxxkHoCTH HeueHns
3a00J1eBanus IJI0AA Ha
4.| OCHOBaHUH PE3YJIHETATOB
MOJTHO3K30MHOTI'O
CEKBCHUPOBAHIS.

B cpaBHeHuu co
CTaH/IaPTHHIMHA METOIAMH
JTHAAarHOCTHKY XPOMOCOMHOM
[IaTOJIOTUH (KapUOTHII)

Yepes 2,5 mec
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VIII. Crarucruka

22. OnucaHne CTATHCTHIECKHX METOA0B, KOTOPbLIC MMPEAIIOJIATACTCHA HCIIOJIb30BaTh HA
IIPOMEKYTOYHBIX 3TAIIAX AaHAJHU3A PE3yabTaTOB KJIAHUYIEeCKOI anpoﬁamm U IIpH €€
OKOHYaHMH.

BbynyT ucnons30BaHbl METOIBI TAPAMETPHIECKOM perpeccuu (eciu HeoOXoaumo). Pasmmaus
MEXIY CTATUCTHYECKUMH BEJIMYHHAMY OyIyT CUUTATHCS 3HAYMMBIMH IIPH YPOBHE
mocrosepHocTd p<0,05.

23. IlnaHupyeMoe YHCJI0 NAIHEHTOB, KOTOPHIM OyJAeT 0Ka3aHA MEIUIHHCKAS IOMOIIL B
PaMKax KJIMHHYECKOH anpodany ¢ Heabio J0Ka3aTeJbHOH 3P (PeKTHBHOCTH
anpodupyemoro Mmeroga. O6ocHOBaHHe YUC/IA NANMEHTOB, BKJIKYAs PACYEThI JJIst
000CHOBaHH1I.

Jns  pacuera pasmepa BBIOOPDKHM, HEOOXOZMMOH UM JOCTATOYHOM JUIS BBISBICHHUS
3aIlJIaHMPOBAaHHOIO pasMepa dddexTa (JYacToTa BBISIBICHUS T'€HETHUYECKOM martojoruu 15% B
Ipynme CpaBHEHHS, IPOAHAIU3UPOBAHHON pETPOCHEKTHUBHO IO ONBITYy PUMEHEHUS
IIPEHATATRHOrO0 KAapHOTHUIIMPOBAHMA II0 amHHonuTaMm, u 24% (ucxoms u3 OXHIOAeMOH
3 dexTUBHOCTH KIMHWYECKOW ampobaruu - yBEIWYEHHs [PEHATAIBHOW BBISIBISIEMOCTH
TE€HETHYECKON IaTOJIOTMM IUIoJa He MeHee 4eM Ha 65% OTHOCHTENBHO METOAAa CpaBHEHHS,
3 (eKTUBHOCTh KOTOPOrO IPHHSATA 33 SIUHHUITY) B IPYIIE IPEHATATFHOTO ITOTHO3K30MHOTO
CEKBEHUPOBAHMUS TPHO), Oyner UCIIOJIE30BaH OHJIAlH KQJIBKYJIATOD
https://www.sealedenvelope.com.

Jnst pacuera HEOOXOAWUMOro pasMepa BBEIOOPKH II0 HMCXOAY 4YacTOTa JIOCTHIKCHHS
KIIMHWYECKOrO OTBeTa OyAeT MCIIONB30BAThCS CTATUCTHYECKAs THUIIOTE3a MPEBOCXOJACTBA IS
OuHapHBIX HCX00B. PazMep He0OX0aUMOM BRIOOPKH OBLT BEIYKCIICH C 33JaHHOM CTAaTUCTHYECKON
MoIHOCTEIO 90% 1 ypoBHEM anb¢a-omuOKu (OmuOKH mepBoro poaa) 5%.

Ucxons u3 pacdera, HEOOX0IUMOE YHCIIO MAITUEHTOB TS JOoCTIKEHHS 90%-HOM MOITHOCTH
uccienoBanus coctaBuT 403 marueHTa B rpyIIe NpH YCIOBHH PaBHON YHUCICHHOCTH TPYIII.

IX. O0Bem puHAHCOBBIX 3aTPAT

24. Onucanne NPUMEHSIEMOT0 METO/Ia pacdyeTa 00beMa (PMHAHCOBBIX 3aTPAT HA OKA3aHHE
MeJUIMHCKOH moMomu B pamkax KA

Jns ompenenenus HOpMaThBa (DUHAHCOBBIX 3aTpaT IIPOU3BEACHA OIEHKA CTOMMOCTH
OKa3aHUs METUITMHCKHX YCIyr, a TakKe TeKyIledl CTOMMOCTH MEIUIMHCKUX H3JEIHi u
JIEKaPCTBEHHBIX IIPEMapaToB, MPUMEHIEMBIX MIPH anpodanuu. PacdyeT HOpMaTHBOB (HMHAHCOBBIX
3aTpaT Ha OKa3aHWE OJHOMN YCIYT'H OJHOMY IAIUEHTY IPOBOJMIA B COOTBETCTBHH C IMPHUKA30M
Mpunznpasa Poccun ot 13.08.2015 r. No556 «O6 yrepxaennn MeToau4ecKux peKoMeHIanui
0 pacyeTy (MHAHCOBBIX 3aTPaT HA OKa3aHHE MEIUIMHCKOH IMOMOINM IO KaXKIOMY IIPOTOKOIY
KIIMHUYECKOU anmpobaliiiyi MeTO10B TPOGUIAKTHKH, TUATHOCTHKY, JIEICHUS U PEaOUITUTAIIAN.

25. IlpenBapureabHbIH pacyeT 00beMa GHUHAHCOBBIX 3aTPAT HA OKA3aHHE METUIHHCKOM
MOMOIIA B paMKaX KIHHUYeCKOH anpodanuu 1 manueHTy, KOTOPBIi BKJIIOYAET:

Ilepedyens MeTUITHHCKHX YCJIYyT (HAHMEHOBAHHSA H KPATHOCTH NPHMEHEHHs);
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HanmenoBarne
Ne | MenunmuCKOR

yeyru (MY)

CromMocCTh
MY

Ycpenuenn
BIA
Kpartnocts TOKa3aTeib
[IPIMCHEHHS | YacToTa
TIPENOCTABII
eHus

3arparsl | Mcrounmk
Ha MY, | cBemeHmii o
py6. CTOMMOCTH

Jtan 1. OT6op nanueHTOB, BKJIYEHHE B HCCJIEN0BaHNE,

Koncynpramms
Bpaya - FeHeTHKa

1.1

1840,65

TexHOIOrIUeCcKa
s kapta Ne
A1650 ot
19.06.2024
1840,65 | ®I'BY «<HMUI
AI'TI mMm. B..
KynaxoBa»
Munzapasa
Poccunm

DTam 2:

CexBeHHpOBaHHE
9K30Ma IToa

2.1

33 984,74

Texmomorngecka
g kapta Ne
Al471 ot
04.06.2024
OI'bY «<HMMUI]
AI'TI um. B.M.
Kymnaxosay»
Munzapasa
Poccum

33
984,74

Juarsoctudeckoe
2.2 | cexBeHHpOBaHHE
3K30Ma

42 854,77

TexHOMOTHYECKA
st kapta Neo
A1487 ot
05.06.2024
OI'BY «HMHUI]
Al'Tl um. B.W.
KynaxoBa»
Mun3apasa
Poccuu

85
709,54

rtam 3:

Koncynpramus
3.1 | Bpaua - reHeTHKA
(mOBTOpPHO)

1603,31

TexnoIOrugecKa
s kapta Ne
A1650 ot
19.06.2024
1603,31 | ®I'BY «HMMUI]
AI'TI mMm. B.J.
KynakoBa»
Munsnpasa
Poccun

UTOTO

123138,24 py6.
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Ilepedens HCMOIB3yeMbIX JIEKAPCTBEHHBIX NPENAPATOB 1JIsi MeIUIHHCKOT0 IPHMEHEeHH ST
(HaMMeHOBaHHS M KPATHOCTH NPUMEHEHH ), 3aPeTHCTPUPOBAHHEIX B Poccuiickoit
Denepanu B yCTAHOBJIECHHOM MOPSIIKE;

Cronmo
Cpemmee | CT5 1 Yepenunenn Hcroun
Mexnaynapomao 0 3arparsl Ha
. RO Croumo. | xonudec Kypca BIi Hng . UK
crn | TBO o3 | JICHCHUA | poxazarens P z CBEICHH
Ne| memarewroBann HOSHIAD HbIHM .
HO3HI, Ha l penap JacToTa o
oe e opemnapar,
pyb. HAIEeHT > MPEIOCTAaBII 5 CTOMMOC
HaMEHOBAHUE 5 pY®. pyo.
a, pyo. eHUs ™
1 He Tpebyercs

Ilepedens nemob3yeMbIX MEIHIHHCKAX U3/Xe/IHI, B TOM 9HC/IC HMILIAHTHPYEMBbIX B
OpPraHH3M 1€J10BEKa, 3aperucTpupoBanubix B Poccuiickoii @enepanum B yCTaHOBJICHHOM
nopsiiKe;

YKa3aHbl TOJIBKO Te H3AEIHS MEJUIUHCKOTO Ha3HAYEH S, KOTOPBIE HE BXOIIT B TEXHOIOTHYECKHE
KapTel pacueTa MeIUUMHCKUX ycuyr B llpelickypante nen ®I'BY "HMHUI[ AI'Tl um. B.U.
Kynaxosa" Munsapasa Poccun.

Hanmenosanue B Ycpenuenssdi | 3arparsi Ha | Mcrounmk
COOTBETCTBUH C [OKa3aTellh | MEIMIIMHCK | CBEICHUI
- Crommocet | Komu
Ne Homenxmaryproit 1 o qacToTa oe 0
- KIaccupukanmeit NIPEAOCTABIICH | H3ACIHUE, | CTOMMOCTH
SIMHATEI 0
- MEAWTIMHCKHUX us py6.
U3JICHHN IO BHIAM
1 He Tpebyercsn

nepevYeHb HCMO/Ib3yeMbIX OHOJIOTHIECKHX MaTepUaIoB (KPOBb, PeNapaThl KPOBH,
TeMOMOITHIECKHE KIETKH, JOHOPCKUE OPraHbl H TKAHM:

VYepenne
HHBIN
b Ilena 1 | mokasare
Ne opapme | YPC& | 1B
pyo. gacToTa
Ipenocra
BICHUS

Ob6mas

Hcrounvk cBeieHnii 0 CTONMOCTH
CTOMMOCTB, pyoO.

1 He Tpebyercs

BH/IBI JI€9€0HOT0 NHTAaHHSA, BKJIOYas CHICHHAJIU3HPOBAHHbIE NpPpOAYKTEI J1e9e0HOoro
NMUATAHUA:
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Ycpennens
Croum | b1t
Hanve Ob6mas
ocTh 1 | mokazarens -
Ne | HoBanHwm CTOUMOCTD, Hcrounuk cBenenuii 0 CTOMMOCTH
Kypca, | yacroTa
e pyo.
pyo. IIPEOoCcTaB
TICHUSI
1 He Tpedyercs
Hnoe:
CrommocTs 3aTpaThl HA HHOE,
Ne | HamvieHoBamwme Komrgectro
1 enuaAE pyo.
1 He Tpebyercs
Pacuer

(l)I/IHaHCOBbIX 3aTpaT Ha OKa3aHHe MeTUIMHCKOH MOMOIIH OAHOMY

NAHEHTY MO0 KAXKIOMY MPOTOKOJIY KJINHAYECKOM anpoﬁaunn METOO0B

leO(l)l/l.]'laKTHKI/I, AUHATHOCTHKH, JICUCHUSA U peaﬁmmTanml

HamvenoBanmue 3arpar

CymmMma (ThIC.
pyo.)

1. 3arpatsl Ha oIIaTy TPyZAa C HAYMCICHHUSIMH Ha BBHILIATHI IO OILIATE TPyAa

PaOOTHUKOB, HEMOCPEJCTBEHHO CBS3aHHBIX C OKA3aHHEM MEIUIMHCKOM
IIOMOIIY IO KaXXIOMY IPOTOKOITY KJIMHAYIECKOH armpodaruu

25,514

3arpaTsl Ha NPHOOpETEHHE MAaTEPUATBHBIX 3alMacoB (JIEKAPCTBEHHBIX
IIPENaparoB, MENUIUHCKOIO HHCTPYMEHTApUs, PEaKTHBOB, XUMHKATOB,
MSATKOI0 HHBEHTAPS, IIPOUUX PACXOJHBIX MAaTEPHATIOB, BKIIIOYAS HMILIAHTEL
BXHBJIEMBIE B OpPraHU3M YEJNOBEKa, NPYTUX MEAWIUHCKAX H3NCITH#) U
0c000 IEHHOTO IBUXXKUMOT0 UMYIIECTBA, MOTPEOIAEMBIX (UCIIOIB3YEMBIX) B
paMKax OKa3aHHs MEIUIMHCKOM IOMOIMM MO KaXIOMY IPOTOKOIY
KJIIMHUYECKO! ampolarum

57,135

Wnrle 3aTpaThl, HENOCPEACTBEHHO CBSI3aHHBIC C pealu3alliedl MPOTOKOJA
KJIMHHYECKOU ampodaruu

0,088

3arpaTsl Ha 00IEeX03sIMCTBEHHBIE HY Kb (KOMMYHAIBHBIE YCIIYTH, PACXOIBI
Ha COIEpaHHe HMYIIECTBA, CBs3b, TPAHCIOPT, OIUIaTa Tpyda C
HAYUCJICHUSMHE Ha BBIUIATHL [0 OIUIaTe TpyAa pabOTHUKOB, KOTOpBIE HE
IPUHUMAIOT HEIIOCPEACTBEHHOIO YYacTHsl B pealHM3alldd IPOTOKOJA
KJIIMHUYECKOU armpoOarivm)

39,801

4.1. W3 HEX pPacXonbl Ha OIIATY TPyJa C HAYMCICHUSIMH Ha BBILIATHI 10
oIjare Tpyna pabOTHHKOB, KOTOPHIE HE IPHHUMAIOT
HETIOCPEICTBEHHOI'O YYaCTHsI B PEATM3AIUH POTOKOJIA KITHHHYECKOM
ampoOanuu

10,205
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HUroro:

123,138

Obmas CTOMMOCTE ampoOanuu MeToa B
123 138,24  py6. Ilmanumpyemoe KOJNWUYECTBO CiydaeB ampobammu (mns obecredeHus
CTaTHCTUYCCKH 3HAYMMOM pasHulbl) — 403 manuerTta. O0mas CTOMMOCTD aupobaluy COCTABUT

ciIy4dac COCTaBIIACT

49 624 710,70 py®6.
I'ox peammzanuu [TpoTokoina KonuuecTBo mamueHTos Cymma (py6.)
KA
2025 50 6 156 912,00
2026 200 24 627 648,00
2027 153 18 840 150,70
Wroro: 403 49 624 710,70

Jupexrop

« » deBpasst 2025 1.
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