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MpoBeneHo KOMMIEKCHOE NOJIMreHHOe TeCTUPOBaHME Ha aTarne NniaHMpoBaHns 6epeMeHHOCTY )1 YTOYHEHWSI CTaTyca HOCUTENS
MYTaLMIA TSKENbIX 1 YaCThIX MOHOTEHHbIX 3a60N1eBaHMIA B rpynnax BbICOKOro U HU3KOro prcka. PazpabotaH anroputm obcnenoBaHms
— OT MeAMKO-reHETNYECKOr0 KOHCYIbTMPOBAHMS A0 ANArHOCTUKN 3MOPHOHOB 1 nnofoB. O60CHOBaHO NPYMEHEHWE Takoro TECTUPO-
BaHve B 06nactn BPT ans noHOPOB 1 B rpynne BbICOKOro p1cka npu KPOBHOPOCTBEHHLIX Gpakax. KoMnnekcHoe TecTpoBaHme Ha
HOCUTENLCTBO MyTaUMii PEKOMEHAOBAHO ANS LUMPOKON NPOMUNAKTUKA 1 MOXET Ha3Ha4yaTbCs BCEM POAMTENSM B KQ4eCTBe AEeCT-
BEHHOIN Mepbl NPOPUNAKTUKM POXOEHNS OETEN C TIXKEN0N MOHOrEHHOW NaToNorMen.

KnioyeBble cnoBa: MOHOreHHbIE CUHAPOMbI, MPEKOHLENLMOHHAA MPodunakTka, HOCMTENbLCTBO MyTaLMii, MpeHaTanbHas anarHoc-

TVKa, KPOBHOPOACTBEHHbIN Bpak

AKTyajibHOCTD

Puck poxneHust pebeHKa ¢ BPOXKICHHON HACIeICTBEH-
HOI1 MaToJIOTMeil CyIIeCTBYeT B KaXIOil CeMbe M TPU Kaxk-
IOl GepeMEeHHOCTH M cocTaBisieT B cpemHeM 2—3%. Ilo
9TUOJIOTUM HACJIE[ICTBEHHbIE HapyLIeHUs TpeacTaBIeHbl
OCHOBHBIMM CJIEAYIOIIMMM TPUYMHAMU: TEHHbIE MYTallUu,
XPOMOCOMHas MaToJIOTHsS Y TIOPOKU Pa3BUTHSI KaK Hapylie-
Hue 3MOpuo- u deroreHesa [1].

I1Ipu 3TOM ypoBeHb MMOBTOPHBIX PUCKOB — Pa3HBIi, YTO
MPUHUUINKUAIBHO TPU TJAaHUPOBAHUM CIEAYIOIIUX Oepe-
MEHHOCTeU il poauTesneil v Uisi Ipyrux pOJACTBEHHUKOB
[2, 3].

B cnayyae xpomocomHOl MaTOJOTMU IIpU CIAyYalHBIX
AHEYTUIOMAUSIX TIOBTOPHbBIN PUCK HE3HAYUTETbHO OTJIMYAET-
Cs1 OT TTOMYJISILIMOHHOTO, POIUTEIIN JieTye TUIAHUPYIOT CIey-
olme 6epeMeHHOCTU. [1pu MOHOTEeHHON MaToJOTUKU BEpO-
SITHOCTD CJIeAYIOLIEero 00J1bHOro pedeHKa OmpeaeisieTcss Kak
BBICOKAsl M OCTAeTCSl OJMHAKOBO BBICOKOI BEChb PENpPOIYK-
TUBHBIA MEPUO/L.

IIpy HOCUTENBCTBE ayTOCOMHO-PELIECCUBHBIX MYyTalMi
MOHOTE€HHBIX CUHAPOMOB CTaTyC HOCHUTEJISI MOXXKHO OIpe/e-
JUTh ToJibko no JAHK-aHanusy, npu aToM 1eiaecoobpa3Ho
TeCTUPOBAaTh HECKOJbKO NeCITKOB reHoB [4, 5]. bomablias
YacTh OTUX CUHAPOMOB 3HAYMTEIbHO CHUXAeT KayecTBO
JKU3HHU, €€ TIPOIOKUTEIbHOCTD, MPOSIBIISICTCS] KaK MOJTUCH -
CTEMHbIE COMATUYECKUE HAPYIIECHUS, BBI3bIBACT 3al€PXKKY
ICUXOMOTOPHOTO M MHTEJUIEKTYaIbHOTO pa3Butus [6]. s
OOJILIIIMHCTBA CUHIPOMOB JIeYeHNE He pa3paboTaHO, CUMII-
ToMaTuyeckass Koppekiusi manodddexktuBHa. CKPUHUHT
HOBOPOXJIEHHBIX Ha MTh HACJIEICTBEHHBIX 3a00JIeBaHUIi HE
CHUXAET YaCTOTy POXKIEHUS OOJbHBIX IETEM, a B CIIyYae My-
KOBUCIIMI03a TPOBOIMMOE JIEYSHHUSI HE TTO3BOJISIET KOMITeH-
CHpOBaTh HApYILIEHUS B MOJTHON Mepe.

IIpu 3TOM CyllIecTBYOIIME TPOTPAMMBI MTPEHATAIBHOTO
CKPUHMHTA U MPEUMIUIAHTALIMOHHbIE MCCIIeIOBaHUSI Halle-
JIEHbl Ha BBISIBJIEHUE XPOMOCOMHON MAaTOJOTWUU TUIONOB U
5MOPUOHOB, UTO TMO3BOJMJIO 3HAUMMO CHU3UTH KOJUYECTBO
cJlydyaeB poxaeHUs OOJIbHBIX AeTeil ¢ cuHapoMmoM JlayHa u
C IPYTUMU XPOMOCOMHBIMM HapylieHusIMu [7, 8]. D10 1 11o-
MOILIb KaXIOW KOHKPETHOU CeMbe, U 3HAUMMBII COLIMAIb-
HO-3KOHOMMYECKHUiT 3(pdekT B Maciurabax Bcero rocynap-
CTBa.

ITonoGHoro a¢pdexra B rpyrie MOHOTE€HHOM MaTOJI0OTUKU
paHee OOCTUYb ObLJIO HEBO3MOXKHO B CBSI3U C OTCYTCTBHMEM
TexHojoruit KomriekcHoro JJHK-TectupoBanusi B pexxume
CKPUHMHTOBOI MporpamMmbl. B HacTosiiiiee BpeMsi co3maHue
HeIoporux u BbicokornpousBoauTenbHbix JIHK-naneneit
JUISL TIapajlieIbHOM OLIEHKM COCTOSIHUSI MHOXKECTBA T'€HOB
OJIHOTO MHIMBU/IA CTAJIO PEATbHOCTBIO M IaeT BO3MOXHOCTD
HCTIOJIb30BaTh Pe3yJIbTaThl TAKUX MCCACIOBAaHMI B TPAKTUKE
KJIMHUYECKON reHeTuKu [9].

Marepuaiibl 1 METOIbI

OnbIT co3MaHus KJIMHUYECKOW MOJEIU MPUMEHEHUS
KOMILJIEKCHOTO TIOJIUTEHHOTO TECTUPOBAHUS TMPENCTaBIeH
B HacTosiieil padbore. Hamu arnpoOupoBaH aaroputM Ipu-
MEHEHUsI TPEKOHIEMIIMOHHOTO TOJMIEHHOTO TeCTUPOBa-
HMSI [UIsI TPYIINT Pa3HOTO YPOBHSI PEMPOAYKTUBHBIX PUCKOB,
0CODEHHOCTH MEIUKO-TeHEeTUYeCKOTO KOHCYJIbTUPOBAHUS
Ha TIPEeTECTOBOM M MOCTTECTOBOM 3Tarax, KIMHUYEeCKHe pe-
KOMEHIAIMU TIPU YCTAHOBJICHUW MYTallWid JUIsi HOCUTEJICH,
HX TIOTOMKOB U POJICTBEHHUKOB.

s ompeneneHus cTaTyca HOCUTENsl UCIOJb30Bajlach
naHesb Ha 48 4acThIX MyTalldii B 35 TeHax TsKeJIbIX HaclIe -
CTBEHHBIX 3a0oJieBaHUl, pa3paboTaHHasi B JabopaTopuu
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«['eHeTnko», r.MockBa. B KOMIUIEKCHBII TeCT OB BKIIO-
YeHbl MyTallMy HauboJsiee TSKEJIbIX M YacTO BCTPeYaloluxcst
HacJIeJCTBEHHBIX 3a00JeBaHUil, B MEPBYIO OYepelb, MYKO-
BUCLIMIO03a W IPYTHX, elle Oosiee TSKETbIX CHHIPOMOB.

WccnenoBaHue mpoBeieHO B TpexX rpymmax — Oyayluue
pomutenu, noHOpHI B mporpamme BPT, cympyru u3 xpoB-
HOPOJICTBEHHbBIX OPaKOB.

eas u 3axaun

I'naBHast uenb vccieaoBaHUsT — OMNpeAe/ieHUe craTyca
HOCUTEJICH, BBISIBIIEHUE CEMEIMHBIX Tap MU OTACIbHBIX UH-
MABUIOB C BBICOKMM PHUCKOM TOSIBJIEHUSI TOTOMCTBA C TSDKE-
JIBIM HacJIeICTBEHHBIM 3a00J1eBAHMEM B TPyMIax MOMyJIsI -
OHHOTO U BBICOKOT'O PMCKa, MJIaHUPOBAHUE U IPUHATHE d(]-
(heKTUBHBIX Mep MO MPEIOTBPAILEHUIO POXICHUS OOJbHbBIX
NeTel y poauTesiel ¢ YCTAHOBIEHHBIM BBICOKUM PUCKOM IO
KOHKPETHOMY 3a00JIEBAaHUIO TYTEM OKa3aHMsl KOHCYJIbTa-
TUBHOW TMOMOIIM B BbIOOpPE DPENMPONYKTUBHbBIX PELICHUI
C y4eTOM T'eHEeTMUYECKOTo CcTaTyca, Ha3HayeHue JIMarHOCTU-
YECKUX TECTOB IIOJAM WX SMOpHUOHAM JIsSI UCKITIOUEHUS
TOMO3UTOTHBIX 110 MYTaLMsIM BAPUAHTOB Y POXKIEHUS TOJIb-
KO 3II0POBBIX JIETEI B CEMbSIX BHICOKOTO PHCKA.

IIpenoTBpaliieHre POXIECHUS AETEl C TSKEI0i Haclel-
CTBEHHOI1 nmaronoruii B mporpammax BPT ¢ yuactuem noHo-
poB, MpoGdUIAKTUKA PACTIPOCTPAHEHUS <«TSKEJIbIX» MYTa-
LMl OT JOHOPOB-HOCUTEJICIA.

Pe3yabTaTsl U 00CyXKIeHHEe

C y4eToM pacrpoCTpaHEeHHOCTH M 3aKOHOMEPHOCTeI T1e-
penayn MoTOMKaM MYTaHTHBIX T€HOB OOJIBIIMHCTBA peliec-
CHBHBIX MOHOTEHHBIX 3a00JIeBaHUI, BEPOSITHOCTh POXKICHUS
00JbHOTO pebeHKa (TOMO3UTOThHI MO MyTalMsIM B T€HE Ha-
CJIEICTBEHHOTO 3a00J1eBaHMs1) €CTh a0COJIIOTHO Y BCEX CeMel,
U He 3aBMCUT COCTOSTHUS 3I0POBbsI, BO3pacTa U oOpasa Ku3-
Hu ponuTteneii [10]. lo HacTosIIero BpeMEeHH O BBICOKUX PU-
cKax JUIsl CBOMIX JIETEi pOIUTEM Y3HaBaIu TOJIKO B ClIydae
nosiBieHust OonbHOro pedeHka. IIpodunakrTuyeckass Io-
MOIIIb B BUJIE TPEHATaJbHOW IUArHOCTMKU IIpesjiaraiach
TOJIBKO TIpU ClIenylommx 0epeMeHHOCTsX [11]. Bo3amoxkHOCTD
MPOBECTU KOMIUIEKCHBI aHalM3 Ha HOCUTEIbCTBO YaCThIX
MyTallMii TosIBUIach B mocieaHee Bpemsi. [IpeKoHIenmoH-
Hoe [IHK-TectupoBaHue 1ienecoodpa3Ho Ha3HAYaTh IO Mep-
BOI OEpEMEHHOCTH, 3TO TTO3BOJIUT TIPU BBISIBJIEHUM MYyTallWii
OJIHOTO T'eHa y 000MX CYIpPYroB M30eXaTh POXIACHUSI 0OJIb-
HbIx gereit [12]. Hamu mpoBemeHo obOciaenoBaHue 28 map,
IJTAHUPYIOIINX IETOPOKIEHUE C MPeaBAPUTEIbHBIMM PUCKA-
MM «HE BbILLE TOMYJSLMOHHbIX». [loaTBepXIeHHOe HOCU-
TEJIbCTBO MyTallMii YCTaHOBJIEHO Yy 19 yes., mpoBeaeHbl pac-
YeThl PUCKOB ISl OTOMCTBA JUTSI Kaxkaoii mapbl. B 8 ciyyasix
PEKOMEHIOBAHO JIOTIOJIHUTEIbHOE TECTUPOBAaHME BTOPOTO
cympyra. B omHoI1 mape ycTaHOBJIEHO HOCUTEIHCTBO MYTallMiA
B T'€HE MYKOBUCIIMI03a Y 000MX POJIUTEICH.

I'pyrmy mOBBIIIIEHHOTO PUCKAa ¢ MOHOTEHHOM PelleCCUB-
HOI1 TIaTOJIOTUEN TIPEACTABISIIOT CEMbU, POAUTEIU B KOTO-

PBIX SIBJISIFOTCSI POACTBEHHUKAMU Pa3HOM CTETIEHU pOJICTBA
(xpoBHOpoacTBeHHbIe Opaku — KPB). PaHee Bpau-reHeTuk
TOJILKO TIPOBOAMJ pacyeT pucka U MHGOPMUPOBAT O HEM
CeMbIO, He MMesl BO3MOXKHOCTH OKa3aHWS peaJbHON TTOMO-
mu [13]. KoMmruiekcHoe TecTUpoBaHME POAMTENICH B TaKuX
CEMbSIX Ha HOCHUTEJIbCTBO MyTallMii MO MHOTMM Te€HaM Io-
3BOJISIET 3HAYMTENLHO CHU3WUTH BEPOSITHOCTH DPOXICHUS
OOJILHBIX NEeTe MO CaMbIM YacCThIM M TSIKEJIBIM HACJIEICT-
BEHHBIM cUHIpoMaMm [14].

ITo mporHo3y MOTOMCTBa HaMM MPOKOHCYJIbTUPOBAHO
62 mapbl, Kak yxe COCTOSIIME B OpaKke, TaK M Ha dTarle IJia-
HUPOBAHUSI CeMbM. BceMm IBOIOPOIHBIM W TPOIOPOIHBIM
cubcam, coctosimium B KPB 1 muranupytonmm getopoxmie-
HMe Mbl Mpeajaraiy BbITOJHUTH KoMmruiekcHoe JTHK-tec-
TUpoBaHMe. 12 ceMeil BhIpa3win CBOE XeJlaHue U IPOLLUIU
JHK-tectupoBanue. HocutenbcTBO 4acThIX MyTaluit ObLIO
noarBepxkaeHo y 14 4ven. Ilo pe3dynbratam TeCTUpOBaHUS
MPOU3BENIEH pacyeT PenpPOAYKTUBHbBIX PUCKOB ISl OTUX Ce-
MEWMHBIX Iap ¢ y4eTOM FeHETUUECKOTO cTaTyca 000UX CyMpy-
roB. [lo umccnenyembiM 3a00JieBaHUSIM B aHaIU3UPyEeMON
TpyIre pucK JUIsl TOTOMCTBA C yYETOM pe3yJIbTaTOB TeHETH-
YEeCKOro aHajin3a 000MX POAUTENIEH OKa3alcsl HUXe MOIyJIsi-
LIMOHHOTO.

Ocoboe 3HaYeHWe MMeeT OIlpeieeHre TeHETUYECKOTO
cTaryca IOHOPOB raMeT B MporpaMmax BCIIOMOTATeJIbHBIX pe-
npoayKTUBHbIX TexHosoruit (BPT) [15]. Hamu npotectrpoBa-
HO 73 MOTeHUHAIbHBIX JOHOPA MYXKCKUX 1 XKEHCKUX ITOJIOBBIX
KJIeTOK. B 56 ciydasx mcciemayeMble MyTallii He OOHapyXe-
Hbl. CTaTyc JOHOPOB ObUT OMpe/eieH KakK «HU3KWIl pUcK st
MOTOMCTBA TIO MCCEAOBAHHBIM 3200/1€BAHUSIM», TOHOPBI Obl-
JI1 peKOMEHIOBaHbI K y4aCTUIO B porpamme. Y 7 4ell. BBISIB-
JIEHO HOCHUTEJIbCTBO JBYX MyTAallMil M y4acTHe 3TWUX JOHOPOB
B nporpamme BPT Obuto ocraHosieHo. Ilpu ycraHoBiIeHUM
OIHOI MyTallMM CTaTyC JOHOPA OMPEAEsICS C YYETOM YacTo-
Tl BCTPEYAEMOCTH 3TOM MYTAIlK B MOIMYJISILIMN U TSDKECTH €€
nposiBneHuil. Tak, ycTaHOBJIEHHOE y NOHOpPa HOCUTEIHCTBO
F508 u npyrux mytanuii B reHe CFTR ¢ ydeToM BBICOKOI yac-
TOThI BCTPEUAEMOCTH B MOMYJISILIMK CIY>KUJIO0 OCHOBAaHUEM LTSI
WCKITIOYEHHUST JOHOPA M3 MporpaMMBbl. [1py 3TOM ycTaHOBJIEH-
HBIl HOCUTENb TOJNYYaJl PEKOMEHAALUIO MO 00CIeI0BAHUIO
COOCTBEHHOI CeMbU JUISI YTOYHEHHUs MporHo3oB. [lpu ycra-
HOBJIEHUW MYTallMM Y KOTO-JIMOO U3 POAUTENEH WU TIOHOPOB
CTPOTO PEKOMEHIYETCsI MPOBECTH TECTUPOBAHME TeHa 3TOTO
HACJIe[ICTBEHHOrO 3a00J1€BaHUsI y BTOPOro OMOJIOTMYECKOrO
poauTesist He TOJIBKO Ha HaJIMYMe KOHKPETHOW MYTallMu, BaX-
HO MPOTECTUPOBATh BECh T€H METOIOM CEKBEHMPOBAHUSI.

IIpo6rema mmpoxkoro npumenenust BPT oboctpurcst yepes
HECKOJIBKO JIET, KOrna JeTH, poXIeHHble B pesyasrate DKO
C WCIMOb30BaHUEM JIOHOPCKUX KJIETOK, BCTYIISIT B PEMPOMYK-
TUBHBII Mepuod 1 OymyT poxkaThb COOCTBEHHBIX JETE.

B ITpukaze Ne 67 «O BcriomMorareabHbIX PEelpOaAyKTUB-
HBIX TEXHOJIOTUSIX» OTOBOPEHO KOJMYECTBO BO3MOXKHBIX T10-
TOMKOB OT JJOHOPOB — MYUUWH, poxjaeHue 20 neteit ot of-
Horo goHopa Ha 800 ThICSY HaceleHUs] peruoHa SIBISIETCS
OCHOBAaHMEM IUIS MPpeKpalleHWs] UCTIOJb30BAHUST 3TOTO JI0-
HOpa JUIsl pEIUITUEHTOB 3TOTO perroHa. st ToHOPOB 001U~
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TOB HET HUKaKUX OrpaHuYeHuit. MexaHu3M KOHTPOJIs K Ha-
CTOSILIEMY BPEMEHM elle He co3naH. Llenbio orpaHnyeHumii
SIBJISIETCS] HEMOMYILIEHUE IIIMPOKOTO PACHpPOCTPaHEHUS B MO-
MyJISIIUY MyTallMi ¥ CHUXKEHWE BEPOSITHOCTU HEeTpeaHame-
pennbix KPB B crienyronmx nmokoneHusix. BaxkHo, 4ro0bl re-
HETUYECKOE TECTUPOBAHKE OYAYLIUX CYNIPYTOB U MOTEHLIAA-
JIbHBIX POJMTENIEl HA HOCUTEJIbCTBO PELIeCCUBHBIX MyTallMii
crasio B Poccuu takum xe OOIIeNPUHSITBIM TPAaBUIOM, KaK
M BO MHOTHX JPYTuX cTpaHax [16] v 6bUT0 OBl periaMeHTH-
pOBaHO 3aKoHOAaTeabHO [17].

Ilpy ycTaHOBIEHHOM HOCMTENILCTBE MYTAl[UU TSKEJIOro
HaCJIeICTBEHHOTO 3a00J1eBaHMsI PEKOMEHIOBAHO TECTHPOBa-
HME BTOPOTO POIUTEIsI/MOHOPAa KAK MUHUMYM Ha HOCUTEJTbCT-
BO 3TO K€ MyTalluK, ONTUMAILHO — TIPOBECTU CEKBEHNPOBA-
Hue reHa. Cienyronmii 3Tall — pacyeT PUCKOB KOHKPETHOI
MOHOT€HHO! MaTojord B oOciemyeMoit cembe. B ciyuae
YCTaHOBJIEHHOTO HOCHUTENILCTBA MYTAllMU Yy OOOMX CYIPYroB
MpU TJIAHUPOBAHUU YK€ TEPBOM OEPEMEHHOCTU U OMpeiesie-
HUU TIPOTHO3a 300POBbSI IMOTOMCTBA HEOOXOAMMO OOCYIUTH
C POOUTENIIMUA BCE BapUaHThl PEMPOMYKTUBHBIX PEIICHUIA.

Bo3MOXHBIE perpoayKTUBHbIE PEIIEHUSI MOTYT ObITh
JIByX BUIOB — JIMarHOCTUYECKUE (MPEUMIUIAHTALIMOHHAS U
npeHaTajbHasi IMaTHOCTUKA) U «CTpaTeruy n3deraHus» (1uc-
MOJIb30BaHUE JTOHOPCKUX KJIETOK WIM TOHOPCKUX dMOpHO-
HOB, OTKa3 OT JIETOPOXACHUSI, YChIHOBIIeHHE). BaxkHO yTOU-
HUTb, YTO MPHU MJIAHUPOBAHUU TOCIEAYIOLIUX OepeMEeHHO-
CTei peleHus] MOTYT MEHSIThCS.

BoiBoabt

IIpexonuenunontoe JJHK-tectupoBanue Oyaymmx po-
JUTEJIE MOXET OBITh PEKOMEHJ0BAHO aOCOIIOTHO BCEM Ce-
MbSIM KaK 3JIEMEHT COBPEMEHHOM PerIPOAYKTUBHON KyJIbTY-
puI [17]. OcobeHHO BaxkHO Ha3HAYeHME KOMILIEKCHOTO HC-
cJieIOBaHMSI HA HOCUTEIBCTBO YACThIX MYTAllMiA B CUTYyallu-
SIX TIOBBILLIEHHOTO 6a30BOI0 prcKa. AHAJIU3 Ha ONpee/ieHUe
HOCHUTEJILCTBA MYTallMii JOJDKEH CTaTh 00s3aTelIbHbIM
B IIpOrpaMme MOATOTOBKU JOHOPOB B mporpammax BPT.

OrnpenesieHe TeHETUUECKOTO CTaTyca pOAUTENel B CIIy-
yae YCTAHOBJICHUSI HOCUTEIbCTBA M BHLICOKOM PUCKE B COYE-
TaHUU C TMIPUMEHEHUEM METOJIOB MPEUMIUIAHTALIMOHHON U
MpeHaTajlbHON JUAarHOCTUKHU MTO3BOIUT U30eKaTh POKICHUSI
OOJILHBIX JIETE B CEMBSIX BRICOKOTO prcka. B rocynapcrseH-
HOM MacliTabe MpoBeIecHUE TAKOro TeCTUPOBAHUSI B BUJIEC
CKPUHMHIOBOIM IMPOTrpaMMbl MOXET 3HAYUTEJIbHO CHU3UTH
YPOBEHb MHBAIMAU3ALUN U JAETCKO CMEPTHOCTU IO IPU-
YIHE YaCThIX HACJIEACTBEHHBIX 3a0oeBaHmii [18].
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Genetic counselling by integrated preconception DNA testing expectant parents
for reduce the risk of children monogenic diseases

Krechmar M.V.

Diagnostic Center (Medical Genetics) Saint-Petersburg, 199034, Tobolskaya, 5, krechmar.mv@mail.ru

The complex polygenic testing for pregnancy planning stage to clarify the status of medium heavy and frequent mutations of
monogenic diseases in a high and low risk groups. A survey algorithm is from genetic counseling to the diagnosis of embryos and fe-
tuses. The application of this test in the field of assisted reproduction for donors in high-risk patients with consanguineous marriages.
Comprehensive testing for mutation carrier is recommended for general prevention and can be assigned to all parents as effective
measures of prevention of birth of children with severe monogenic disorders.

Keywords: monogenic syndromes, preconception prevention, carrier of mutations, prenatal diagnosis, consanguineous marriage
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