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AHHOTamus. B pamkax mpeKoHIIeMIIMOHHON MOATOTOBKM B apceHalle Bpada MCIIOJb-
3yeTcsl psifi TeHETUYECKMX UCCAEI0BAHUI: KADUOTUI U TECTUPOBAHUE HA HOCUTEIBCTBO
HacJIeICTBEHHBIX MOHOTEHHBIX 3a00JIeBaHMi. B HacTosIee BpeMsl TOKa3aHO, YTO KaxK-
IIBII 9EeJIOBEK SIBJISIETCS] HOCUTEJIEM MOHOTEHHBIX 3aboeBaHuil. biaromapst Takum mc-
CJIEIOBAHUSIM CEMbM TOJY4alOT BO3MOXKHOCTU OMPEAEIUTh PUCK POXIECHUS pedeHKa
C HACJeACTBEHHbIM 3200JIeBaHWEM Ha 3Tare MJIaHUPOBaHUSI OEPEMEHHOCTHU 1 U30€XaThb
BEPOSITHYIO Tlepeiauyy HacaeACTBEHHOro 3a0oJieBaHus OynyluuM aetsiM. BapuaHThl 00-
clIeOBaHMs, MOIETIb M 00heM MOTYT pa3nudaTthes. [IpenmyliecTBa U HEIOCTATKU pa3-
JIMIHBIX MOJeIet CKpUHUHTA TIPeACTaBICHBI B HACTOsIIEH cTaThe. LleHHOCTh 1 3HAUM-
MOCTb CKPMHUHIA HA HOCUTEIbCTBO HACAEACTBEHHBIX MOHOTEHHBIX 3a00JIeBAHUIA BBICOKA.
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Abstract. As part of preconception preparation, a doctor uses a number of genetic stud-
ies: karyotype and carrier testing for hereditary monogenic diseases. Every person is a car-
rier of monogenic diseases. With these studies families have the opportunity to determine
the risk of having a child with a hereditary disease at the stage of pregnancy planning and
the opportunity to avoid the likely transmission of the hereditary disease to future children.
Survey options: model and scope may vary. The advantages and disadvantages of various
screening models are presented in this article. The value and significance of screening for
carriage of hereditary monogenic diseases is high.
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AxtyansHocTb. CornacHo oueHkam 3a 2020 1., 3,5—5,9 % HaceneHuUs TToaBep-
JKEHO PEKUM HACJIeICTBEHHBIM 3a00JIeBAHUSIM, 3HAYUTEJIbHYIO YaCTh 13 KOTOPBIX
COCTaBJIIOT ayTOCOMHO-peLIeCCUBHBIE 3a00/1eBaHus [1]. BOIbLIMHCTBO ayTOCOM-
HO-PEeLIECCUBHBIX 3a00/I€BaHU T OKa3bIBAaeT BMSHUE HE TOJBKO Ha 30POBbE U Ka-
YeCTBO XKM3HU OOJIBLHOTO YeI0OBeKa, HO 1 Ha 3JI0POBbE M KAYECTBO XKU3HU UX CEMENA.

[MpexoHLENIIMOHHOE TECTUPOBAHUE HA HOCUTEIbCTBO HACAEACTBEHHBIX 3a-
00JIeBaHMIT — 3TO reHeTUYeCcKoe 00CaeI0BaHKEe CYTIPYXKEeCKUX Nap, MPOBOAUMOE
JI0 HACTYILJICHUSI OepeMEeHHOCTH, HallpaBJIeHHOE Ha OIpe/e/ieHue Tex Map, B KO-
TOPBIX TOBBIILIEH PUCK POXACHUS peOeHKa ¢ HACAEACTBEHHBIM 3a00JIeBAaHUEM.
Takoe TecTUpoBaHME BKJIIOYAET B ceOsI MPOBeACHUE aHaIM3a KAPUOTUIIOB CYIIPY-
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rOB, CKpMHMHT Ha HacJIeACTBEHHEBIC 3a00J1eBaHMS (MCCISIOBAaHNE KOTUPYIOIINX
YYaCTKOB KJIIMHUYECKN 3HAYMMBIX TEHOB METOIOM BBICOKOIIPOU3BOIUTEILHOTO
CEKBCHMPOBAHMUS), a TAKXKE MCIIOJB30BaHNE TAPTETHBIX MCCICIOBAHUI Ha pac-
MIpocTpaHeHHbBIEe 3a00eBaHNd [2].

[IpexkoHIIENIIIMOHHOE TECTUPOBaHNE Ha HOCUTEJIHCTBO HAC/IEACTBEHHBIX 3200-
JIeBaHUIA TIO3BOJISIET BEISIBUTD CYIIPYKECKHE ITAPhI, B KOTOPBIX IOBBIIICH PHUCK POXK-
IeHus1 peOeHKa ¢ HacIeACTBEHHBIM 3a00j1eBaHreM. 1o cTaTucTrKe, HOCUTEIHCTBO
cbajJaHCUPOBAaHHBIX XPOMOCOMHBIX aHOMaNnit BcTpedaeTcss y 1 3 500 yenosek,
a mpuMepHO B 1 m3 100 cympyxeckux nap 00a poguTes SIBJISIIOTCS HOCUTEISIMU
IMATOTEHHBIX MyTalllii B OMHOM M TOM Xe I'¢He, CBSI3aHHOM C ayTOCOMHO-PelIIec-
CHBHBIM 3a00jieBaHKeM [3]. B aToM citydae 3HAUMTEIHHO ITOBBIIIASTCSI PUCK POXK-
IeHUsI peOeHKa ¢ HacJeACTBEeHHBIM 3a00JIeBaHNEM WJIM HEBBIHAIIMBAaHUS Oepe-
MeHHOCTH. MIH(]popMalIs 0 HOCUTEIIBCTBE HACIEICTBEHHBIX 3a00JIeBAHUI MOXET
IIOMOYb B IIPUHSITUN 000CHOBAHHBIX PEIICHUI OTHOCUTEILHO PEIIPOAYKTUBHBIX
BO3MOXKHOCTEH U INIaHUPOBaHUSA ceMbH. C ITOMOIIBIO ITPEKOHIEITIIMOHHOTO Te-
CTUPOBAHMSI Ha HOCUTEILCTBO HACIEACTBEHHBIX 3a00JIeBaHNII BO3MOXHO 130e-
2KaTh IOTeHILIMAIBHOM Mepeaadr HacIeACTBEHHOTO 3a00JIeBaHMSI OYOYIIIM IETSIM.

BaxHo moHuUMAaTh, YTO IpOBeAeHNE MPEKOHIEIIIMOHHOIO TeCTUPOBAHUS
Ha HOCUTEJBCTBO HACJICACTBEHHBIX 3a00JIeBaHUI He MUCKIIIOYAeT POXKICHUS pe-
OcHKa ¢ HaclIeACTBEHHBIM 3a00jieBaHKeM. BBuIy 0coOeHHOCTEH MPUYMH IreHe-
TUYECKHUX 3a00JIEBaHUI, a TAaKXKe pa3HOOOpa3UsT MCCACIOBAHUIM, UCITOIb3YEMBIX
IIJIST TIIPEKOHIICTIIIMOHHOTO TECTUPOBAaHUSI HA HOCUTEIHLCTBO HACIIEACTBEHHBIX 3a-
OoJsieBaHUI, MMEIOIINX Pa3HyIo 3(D(HEKTUBHOCTD IPU BHISIBICHUN CYIIPYXKECKUX
map, IMEIOIINX BRICOKHUI pUCK POXIEHUsI O0JIBHOTO peOeHKa, IIepe IPOBEIeHN -
eM 00cIenoBaHMSI PpeKOMEHIOBaHAa KOHCY/IbTAIIMs Bpadya-reHeTHKa.

Ieab paboTbl — yTOUHEHME MOHITUSI «CKPUHUHT HA HACIIEACTBEHHbIE MOHO-
reHHBIC 3a00JIeBaHMST» U O0CYXKIeHNE MPEUMYIIECTB M HEAOCTATKOB Pa3IMYHBIX
Mofejeil CKpUHUHTA.

Marepuanbl u MeToabl. [IpoBeneH 0630p HayYHOM IuTepaTypbl. B 0630p BKII0-
YeHBI ICTOUHUKH, B KOTOPBIX pacCMaTPUBAIOTCS BOIIPOCH TECTUPOBAHUS Ha Ha-
CJIeACTBEHHBIC 3a00J1eBaHMS IIPH INIAHUPOBAHUU OEPEMEHHOCTH

Pe3ynbTatel n 00cyknenne. CKpMHUHT Ha HACJIeICTBEHHBIE MOHOTEHHBIE 3200~
JIEBaHMUS — 3TO T€HETUYECKOEe NCCIEIOBAaHNE, KOTOPOE BBHIIIOIHSICTCS IJIST IIOKC-
Ka y OyIyIIuX poauTesieii FTeHeTUIeCKNX BApUAHTOB, CBSI3aHHBIX C BBICOKUM PH-
CKOM POXIeHMsT peOeHKa ¢ MOHOTEHHBIM 3a00yieBaHneM [4].

MoHoreHHbIe 3a00IeBaHIsI — 3TO 3a00J€BaHNsI, pa3BUBAOIIECS BCICACTBUC
HaJIM4MsI B OMHOM T€HE OTHO- WJIM MYJIbTUHYKJICOTUIHBIX BAPUAHTOB, UMEIOIIIIX
3HAUMMbI€ ITPU3HAKU MATOreHHOCTHU [5]. MoHOTeHHBbIe 3a00/1eBaHUSI MOTYT UMETh
ayTOCOMHO-IOMMHAHTHBIN, ayTOCOMHO-PEIIECCUBHBIN U CLIEIICHHBIE C ITOJI0OBbI-
MM XpOMOCOMAaMU THUIIbI HacJefoBaHusI. BEICOKast YacTOTa HOCUTEILCTBA TETEPO-
3UTOTHBIX BAPUAHTOB B T€HAX, CBI3aHHBIX C ayTOCOMHO-PEIIeCCUBHBIMHU 3a00JIe-
BaHMSIMU, XapaKTepHa ISl psiia MOHOT€HHBIX 3a00JIeBaHII: HECUHIPOMAJIbHOM
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TYTOYXOCTHU C YACTOTOM HOCUTEIbCTBA — 1/27 [6], CIMHAIBHOM MBILLIEYHOM aTPO-
dum — 1/40 [7], mykoBucumnosa — 1/40 [8], dberunkeronypuu — 1/50 [9]. Bto
SIBIISICTCSI IPUYMHON BEICOKOI PacIIpOCTPaHEHHOCTU 3TUX 3a00JIEBAHUIA B ITOIY-
JISILIMM, KOTOPasI SIBJISICTCSI CJIACTBHEM OpaKOB ABYX HOCUTEIEH KIIMHUIECKY 3Ha-
YMMBIX BAPMAHTOB B TeHAaX ayTOCOMHO-PELIECCUBHBIX 3a00JIeBaHMIA. AYyTOCOMHO-
TOMMHAHTHBIE 3a00JIeBAaHMSI MOTYT OBITh CJIEICTBHMEM KaK CIIOHTaHHBIX (de novo),
TaK 1 HacJIeAyeMbIX TEHETUIECKIX BAPMAHTOB, KOTIA B CEMbE CYIIIECTBYET BBICO-
KM pUCK Mepenaydn IaToJOruy OT OOJIBHOTO POOUTENIS ACTSIM. BaxkHO OTMETHUTD,
YTO PsII ayTOCOMHO-ITOMUHAHTHEIX 3a00JIeBaHII MMeEeT IT03IHee Havano. S pkum
IIPUMEPOM ayTOCOMHO-IOMMHAHTHOTO 3a00JI€BaHMSI ¢ TO3AHE MaHU(pecTale
siBisieTcst Xopes ['enTuHrTOHA. 1151 Hee XapaKTepHO opaXkeHe HEPBHO CUCTE -
MBI, KOTOpO€ 00BIYHO IposiBisieTcs B Bo3pacTe 30—50 1eT. Cpenyt KOpeHHBIX K1 -
Teneit EBpoIIbl paciipocTpaHEHHOCTh 3a00J1€BaHNSI COCTABIISIET OKOJIO 3—7 CIIydaeB
Ha 100 Tercsta yenmosek [ 10]. Eme ogHo HaciencTBeHHOE 3a00/1eBaHIe — MUOTOHM-
yecKast IUCTpoGusI — OMMUCAHO KaK JacTasl HacJIeACTBeHHAsI MBILIIeYHasI 00JIe3Hb
B3POCIIBIX, MaHU(peCTUpYoIas B OOJBITUHCTBE ciiydaeB B Bo3pacte 20—30 Jer.
Ee cpennss wacrora coctaBnser 3 cirygast Ha 100 Teicsd gemoBek [11].

CKpUHUHT CYIIPYKeCKUX Iap Ha HaCJIeACTBEHHBIE MOHOTEHHEIE 3a00JIeBaHMSI
TO3BOJISIET OIIPEIEISATh TeHeTUUIEeCKIEe BapUaHThHl B TeHaX, CBI3aHHBIX KaK C ay-
TOCOMHO-PEIIECCUBHBIMHU, TaK 1 C ayTOCOMHO-IOMUHAHTHBIMU 1 CUEIUICHHBIMU
C TIOJIOBEIMM XPOMOCOMAaMM 3a00JI€BaHUSIMM.

KoMy nmokasaH CKpMHUHT Ha HaCJIeICTBEHHBIE MOHOTCHHBIE 3a00J1eBaHM?

Mcxonst 13 HalMX 3HAHWI O pacIIpOCTPaHEHHOCTH FeHeTUYECKOl IaTOJIOTUH
M 9aCTOTaX HOCUTEILCTBA OTACIbHBIX MOHOTEHHBIX 3a00JIeBaHIM, CKPUHUHT HX
HOCHUTENIbCTBA TOJDKEH OBITh peKOMEHIOBAH BCEM CYIIPYKECKIM I1apaM, IJIaHUPY-
IOIIMM OepeMeHHOCTh. Takske 0 BOBMOXHOCTSIX CKPUHUHTA JOJIKHBI OBITH IIPOMH-
(bopMUpPOBaHEKI 1 TE TTAPHI, KOTOPHIE YK€ OXKMAAIOT peOeHKa, ITOCKOJIBbKY pe3yIbTa-
THI 00CJIeIOBAHMSI MOTYT IIOMOYb B OIIPEIEICHUY IIPOrHO3a VTSI 3KU3HU 1 3M0POBBSI
Oymy1ero pebeHKa 1 cTaTh OCHOBAaHMEM TSI IIPUHSITUS PEIIeHMS O TIpephIBAaHNI
OepeMEeHHOCTH IIPU HeTaTUBHOM IIPOTHO3E.

Oco00e BHUMaHUE IIpY 00CYKICHNHY IIPOBEISHUS CKPMHIHTA BasXKHO OOpaTUTh
Ha maphbl, Y KOTOPBIX €CTh POICTBEHHUKN C HACIEACTBEHHBIM 3a00JIeBAHUEM MU
KOTOpPBIE IPUHAMIIEKAT K ITOIYJISIUU ¢ 00Jiee BEICOKAM PUCKOM II0 OIpeneIeH-
HBIM HacCJIeICTBEHHBIM 3a00JIEBAHUSIM, WJIU Maphl, B KOTOPHIX CYIIPYTH SIBJISIIOT-
¢s1 KPOBHBIMU pOJICTBeHHMKaMK. Harpumep, eBpeun-aiikeHa3bl UMEIOT 00JIee BhI-
COKMI PUCK pOXIeHUS pebeHKa ¢ 6one3Hbio Tes — Caxca [12]. [lepnogmnueckas
0oJIe3HB Yallle Bcero HabmomaeTcst y HaponoB Cpean3eMHOMOPBSI, TAKMX KaK €B-
pen, apa6bl, Typku 1 apMmsiHe [ 13]. CepIToBUIHO-KIIETOUHAS aHeMUS MMeeT 00JTb-
LLIYIO pacIpoCTpaHEHHOCTb y HapoaoB Adpuku, LlentpanbHoit Unauu u ApaBuii-
CKOTO TToTyocTpoBa [ 14].

BaxxHoe 3HaueHUe pe3yIbTaThl CKPUHUHTA HA MOHOT€HHBIE 3a00JIeBaHMS M-
0T [UTS ITap, TUTAHUPYIOIINX SKCTpaKopropajibHoe oruiogorBopeHue (9DKO), BT. 4.
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C MCITOJIb30BaHMEM TOHOPCKMX MOJIOBBIX KJIeTOK. CKpUMHUHT Ha HAaCJIeACTBEHHBIS
3a00J1eBaHUs MOXKET ObITh PEKOMEHIOBAH JOHOPaM.

CylecTByeT IB€ OCHOBHBIE MOACIM CKPUHUHTA HOCUTEJICH: MOMYJISIIMOHHBII
W TapTETHBIN.

Bonpoc o ToMm, Kakast MOJieJIb CKpUHMHTIA JIy41lE, SIBJISIETCS 00CYXXKIaeMbIM U 3a-
BUCHUT OT pa3InyHbIX (PAKTOPOB, BKJIIOYAsI IMYHbIC IPEANOYTCHUS NAlIMEHTOB, Ha-
JIMYKME OTSATOLIEHHOTO CEMEMHOro aHaMHe3a, ¥ HEMOCPEACTBEHHO CAMOTO ITePeYHS
FeHETUYECKUX HApYLIEHU I, HA KOTOPBIE €CTh BO3MOXHOCTb MMPOBECTU CKPUHMHT.

ITonyassuMOHHBINA CKPUHUHT HA HOCUTEJILCTBO BKJIIOUAET B CE€0s1 MPOBEACHUE
CKPUHMHTA HA HOCUTEJIBCTBO BCEM OTAEAbHBIM JIMLIAM WJIM MapaM B ITOMYJISILMH,
HE3aBUCHUMO OT UX JUYHOM MJIM CEMEITHOI MCTOpHHU. DTOT MOAXO. HaIlpaBJIcH
Ha TOoBbILIeHUE 3((HEKTUBHOCTHU BBISIBJICHMS HOCUTEJIEH IIMPOKOIO CIIEKTpa re-
HETUYECKUX 3a00JIeBaHUIA.

TapreTHblii CKpUHMHT HAa HOCUTEIBCTBO BKJIIOYAET B CEOSI MPOBEIEHUE CKPU-
HUHTA OTAEJbHBIM JHULAM WM ITapaM, KOTOPbIE UMEIOT ITOBBILIEHHbIN PUCK HO-
CUTEJIbCTBA TEHETUYECKOTO 3a00JIeBaHMSI, OCHOBAHHBII Ha TaKUX (paKToOpax, Kak
OTSTOLLEHHbIIA HACJIEACTBEHHBI aHAMHE3, STHUYECKas MPUHALJIEXKHOCTb U Te-
orpa¢prIecKoe MPONCXOXIeHNE. DTOT IMOAXO IIPU3BaH IOBLICUTD BBISIBIIIEMOCTD
HocuTeel crneluIecKuX reHeTUUEeCKUX HapyLIeH I, KOTOPbIE Yyallle BCTpeya-
IOTCS B OTIPEAEIEHHBIX ITOMY/ISLIMUSIX.

0O06e MoIeI CKpMHIHTA HOCHUTEIIe UMEIOT CBOU IIPEUMYIIECTBA M OTpaHIYe-
Hus (TabIm1Ia), 1 HanboJjiee MOAXOAIIAs MOIEIb OyIeT 3aBUCETh OT KOHKPETHBIX
o0crosgTenbcTB. Hanmpumep, monyasiliMOHHBINA CKPUHUHT HOCUTEJIEH MOXKET ObITh
0osee 3(pPeKTUBHBIM 1151 BbISIBJICHUSI HOCUTEEH peaKUX reHETUIEeCKKX 3a00J1e-
BaHUI1, B TO BpeMsI KakK 11eJIeBOM CKpMHMHT HOCHUTEIIe MOXKeT OBITh Ooee a(pdek-
TUMBHBIM [IJIS1 BBISIBJICHUSI HOCUTEJIE pacpOCTpaHEHHBIX FTeHETUYECKUX 3a00J1e-
BaHWUI B TpyIinax BLICOKOTo pucka [15].

Tabauya
IIpenmyIiecTBa 1 HETOCTAaBKU Pa3IMYHBIX MOJIEJIEH TTPEKOHIIETTIIMOHHOTO CKPUHUHTA
Tun ckpuHuHTra ITpeumyiiecTBa Henocratku

TapretHblii (MPOBOAUT- * DkoHoMmuYecku 6o- | He maer nocraroyHoi UH-
CsI B IpyTIIIax MalyeHToB, Jiee BbITofeH (110~ dopmaLu 0 pucKe poxae-
B KOTOPBIX UMEETCSI BbI- CKOJIbKY CKPUHUHTY HUsI 00JIbBHOTO pebeHKa
COKUI PUCK POXICHMS MOJBEPraeTcsl MEHb- MPU OTCYTCTBUU YaCTHIX
JIETEW C ONpeNeIEHHBIMU 111ee KOJIUYECTBO JIIO- MYTaLUA.
HacJIeACTBEHHBIMU 3a00- neit). * He maer noctaToyHoOi MH-
JIEeBAaHUSIMU) *  Bricokuii ypo- dopmalLy 0 HOCUTEJIbCTBE

BEHb BBISIBISIEMOCTHU HacJIeICTBeHHBIX 3a00J1eBa-

B I'pYyMIIax MOBBIIICH- HUI B TTOIMYJISILIVU.

HOTO prcKa *  CrocoOCTByeT 3THUYECKOI

CTUTMAaTU3AIUU
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IIpodoncenue maba.

Tun ckpuHuHTa [Ipeumyiectsa Henocratku
IMomynsamuonHbIl (Ckpu- | ©  BbIcOKuii ypoBeHb *  TpebOyert OOJBIINX 3KOHO-
HUHT TIpeIjiaraeTcsl BCeM, BBISIBJIICMOCTH HO- MHMYECKUX 3aTpart.
HE3aBUCHMO OT CYIIe- cuTenbcTBa Hacen- | ¢ Tpebyer kBanubukaum
CTBYIOIIINX PUCKOB) CTBEHHBIX 3200JI¢Ba- MEIUIIMHCKUX PAOOTHUKOB.

HUIA B TOMYJISILIAN. * TpeOyer OOJBIINX OPraHU-
*  MW3zberaer aTHUYE- 3allMOHHBIX 3aTpaT
CKOM cTUrMaTu3aluu

Taxke BaXXHO 00CYXIeHUE TTPEUMYIIIECTB U OTPAHUYEHUN pa3IMYHBIX MOJIE-
JIell CKpMHMHTAa HAa HOCUTEJILCTBO Ha KOHCYJIbTAllUW C BPaYOM-T€HETUKOM, YTO-
Obl ONpeaeIUTb HAMTYUILIMA MOAXO A5 ONPEACICHHOrO YeJIOBEKa UM Taphl.

DKoHoMMYecKast 3(PPEKTUBHOCTh MPEKOHILETIIIMOHHOIO CKPUHWHTA 3aBUCUT
OT pa3IMYHbIX (PAKTOPOB, BKIIOUAS CIEKTP FeHETUUECKUX HapyLIeHU (3aboJieBa-
HUI1), CKPUHUHT KOTOPBIX IIPOBOIUTCS, TPYIIIIBI HACEJIECHUSI, TTOMICKAIINE CKPH-
HUHTY, U OCOOEHHOCTH MCITOJb3YEMbIX CKPUHUHTOBBIX TECT-CHUCTEM.

C 1eapi0 000CHOBAaTh KOHOMUYECKYIO 9 (eKTUBHOCTh CKPMHMHIA HAa HOCH -
TeJbCTBO MPOBEACHbI UCCEIOBAHUSI, HA OCHOBE KOTOPBIX OINpeAeIeHbl KPpUTEPUU
BKJIIOUE€HHSI HACJIEACTBEHHOT'O 3200/1€BaHUsI B TPEKOHLIEMLIMOHHbBII CKpUHUHT. Co-
r1acHo KputepusaM EBponeiickoro o0liecTBa reHeTUKH yesioBeka (anen. European
Society of Human Genetics, ESHG) n AMepruKaHCKOTro KOJUIeIXKa MeIUIIMHCKOMN
reHeTuku v reHoMuKH (ares. American College of Medical Genetics and Genomics,
ACMG), HacaeacTBEHHOE 3a00/1eBaHUE, BKIIIOUEHHOE B ITPEKOHLICTTILIMOHHbII CKPpU-
HUHT, JOJDKHO UMETh YaCTOTY HOCUTEILCTBA B momyJsiiuu 1: 100 uau 6oitee, 4eTKO
oIpeneeHHbIN (PeHOTUIT, OKa3bIBaTh HEraTHBHOE BIMSIHME HA KAYECTBO XKM3HU, BbI-
3bIBaTh KOTHUTUBHbBIC WK (DU3NUECKIE HAPYIICHMS, TPEOYIOLINE XMPYPTTIECKOro
WIM MEAUIIMHCKOTO BMEIIATeIbCTBA WJIU IIPOSIBIISIIOIIECS B paHHEM Bo3pacrte [4; 5].

ITpenckazyemo, 4To yeM 00ibliie 3a001eBaH1Ii BKJIIOUEHO B CKPUHUHT, TEM 00JIb-
11Ie HOCUTEJIEl 1 rap HocuTeei OyaeT uaeHTuuLpoBaHo. Kaxnblii yeToBeK sIBJIsI-
€TCs HOCUTEJIEM T10 KpaifHel Mepe OTHOT0 ayTOCOMHO-PELIECCUBHOTO 3a00JIeBaHUSL.

B nienoM npeKoHUENUMOHHBIM CKPUHUHT MOXKET ObITh 60Jiee 3¢ (HeKTUBHBIM
C TOYKH 3peHUs 3aTpaT, YeM HeOHATaJbHbIIi CKpUHUHT, B CJIy4ae HACAEACTBEHHbBIX
3a00J1eBaHUi1, KOTOPBIE SBJISIIOTCS PACHPOCTPAHEHHBIMU B MOMYJISILIMU Y UMEIO-
IIMMH TSDKEJIOe TeUeHME. DTO CBSI3aHO C TeM, UTO BEISIBJICHNE HOCUTEIbCTBA IIPU
MpOBeIeHNH MPEKOHIEIIIMOHHOTO CKPMHIUHIA MOXKET OBITh OCHOBAHMEM IJIST
MCMOJb30BaHUS MPUBICUEHUS BCIIOMOTATEAbHBIX PEMNPOAYKTUBHBIX TEXHOJIO-
ruii (BPT), BkiItovast npeMMIUIaHTAllMOHHOE TeHeTnYeckoe TectupoBanue (I11'T)
B pamkax DKO, a Takke mpoBeIeHUs IpeHaTaJIbHON TUAarHOCTUKU WM Xe pac-
CMOTPEHUS aTbTePHATUBHBIX METOIOB ITOCTPOCHUSI CEMbMU.

C 01HOI1 CTOPOHBI, HEOHATAIbHBIA CKPUHUHT YacTo 6osiee 3(h(HEeKTUBEH C TOU-
KM 3pEeHMSI 3aTparT 151 BbISIBJIEHUSI HEKOTOPBIX MEHEE PaCIIpOCTPAHEHHBIX UJIU Me-
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Hee TSDKEJIBIX pacIpOCTpaHeHHBIX HACIEICTBEHHBIX 3a00/IeBaHI. DTO CBSI3aHO
C TeM, YTO HEOHATAIbHBI CKPUHUHT MOXET OBITh IIPOBEICH BCEM HOBOPOXKICH-
HBIM, HE3aBUCHUMO OT MX CEMEMHOro aHaMHe3a, U MOXET 00eCIIeYUTh OBICTPOE
1 3 GEeKTUBHOE YCTAaHOBJIEHME AuarHosa [6].

C npyroii CTOpOHBI, HEOHATAIbHBIN CKPUHUHT, HECMOTPS HAa CBOIO HEOCIIOPH -
MYIO T10JIb3Y B OTHOIIIEHNH OBICTPOTO 1 3(P(PeKTUBHOTO YCTAHOBJICHMS IUArHo3a,
HE YMEHBIIIAET YMUCJIO OOJBHBIX C HACIEICTBEHHBIMM 3a00JIEBAHUSIMHU, a CIEH0-
BaTeJIbHO, HE MOXET 3HAUMTEJIbHO CHU3UTH OpeMsI HacJeACTBEHHO! ITaTOJIOINHU
1 SKOHOMMYECKHE 3aTPaThl, CBSI3aHHbBIC C HUM.

B xaxux cTpaHax IMpOBOIUTCS CKPMHUHT Ha HAJIMYKE HOCUTEIbCTBA HACIIEI -
CTBEHHBIX 3a00JIEBaHUIA IJISI BceX map?

JoCTymHOCTh CKpMHMHTA HAa HOCUTEJIBCTBO IUISI BCEX I1ap BapbUpPYeTCs B 3a-
BUCHMOCTH OT CTpaHbl. Bo MHOIMX CTpaHax CKPpUHUHT Ha HOCUTEILCTBO HACTIEH -
CTBEHHBIX 32a00JIeBaHII MOXKET OBITh IIPOBEACH B KAYECTBE IJIaTHOM YCIIYTH 110 XKe-
JIAHUIO TIALIUEHTA.

B HekoTOpBIX cTpaHax CKPUHUHT Ha HOCUTEIBCTBO IIpeajiaracTcsl Kak 4acTh
PYTUHHOTO JOPOIOBOI0 OOCIENOBAaHMS WJIM KaK ITOIMYJISIIMOHHAS IIpOrpaM-
Ma CKpMHMHTA Ha HOCUTEJIBCTBO. B 3TuX ciydasix Bce Iapbl MOTYT MMETh IIpa-
BO Ha CKpMHMHT Ha HOCHUTEJILCTBO HACIEICTBEHHBIX 3a00JIeBaHNI, HE3aBUCUMO
OT MX JINYHOT'O MJIA CEMEIHOTO aHaMHe3a.

B CIIA, B mpaktnueckoM rmocoonnn ACMG Ha 2021 1., mpencTaBlIeHbI peKo-
MEHOALMU IT0 CKPMHUHTY Ha HOCUTEILCTBO 112 3a001eBaHMii, BHE 3aBUCHUMOCTH
OT OTHUYECKON MPpUHAMLIEKHOCTH [16].

B BenukoOpuranum, rae HalloHaAbHAs CUCTEMA 3IpaBOOXpaHeHMs, (DMHAH-
cupyeMasi ToCyaapCTBOM, OOCTY:KMBAeT MHOTO3THUYECKOE ¥ MHOTOKYJIBTYPHOE
HaceJIeHHe, ITOBCEMECTHO IIPOBOIMUTCSI CKPMHUHT Ha OeTa-TalaCCeMUIO M Cep-
MOBUJHO-KJIETOUHYIO aHEMUIO B paMKax OObIYHOU JopoaoBoit momoliu (Public
Health England 2017—2018). CKpuHWHT Ha IpyTrve HacJIeICTBEeHHBIe 3a00JeBa-
HUsI, TaKMe KaK MyKOBUCIMAO03 1 0071e3Hb Tess — Cakca, ImpenjaraeTcst TOJIbKO
OIpeIeACHHBIM I'PYIIIIaM BHICOKOTO PYCKa Ha OCHOBE IIPOMCXOXICHUS U CeMeli-
Horo aHamHe3a (UK Genetic Testing Network).

B M3pawne meiicTByeT HalMOHAIbHAS IIpOrpaMMa TeHeTUYeCKOTr0 CKPpUHUH-
ra Ha HOCUTEJIbCTBO, 00eCTIeunBarolasi 0ecIIaTHOE TeHeTUIEeCKOe TECTUPOBAHMIE
Ha MyKOBHCIIMIO03, CHUHIPOM JIOMKOI X-XpOMOCOMBI, CIMHAJIBHYIO MBIIIEYHYIO
aTpoduIo U psi APYTUX HACJIeACTBEHHBIX 3a0oyieBaHuit [17].

B HekoTopeIx cTpanax, HarpuMmep, O0beTMHEHHBIX ApabcKnx DMuparax, bax-
petine, Karape u Mpane, mpoBeaeHNe CKPMHIHTA Ha HOCUTEIIBCTBO SIBJISIETCS 00SI-
3aTeJITbHBIM MPU BCTYTUIEHWN B Opak [18].

Kak nposodumcs ckpuHuHe Ha HOCUMEAbCMBO HACACOCMBEHHbIX 3a001e8aHULL?

CKpUHUHT HOCHUTENIEH IIPOBOAUTCS IIyTeM TeCTUPOBAaHUS Ha HaJIW4YMe OIIpe-
IeJICHHBIX TeHETUYEeCKIX MYyTalllil, KOTOPbIE BHI3BHIBAIOT HACIICACTBEHHBIC HAPY-
meHus. TecT 0OBIYHO IIPOBOIUTCS C UCITOIb30BaHMEM 00pa3iia KpOBH, IS IIOJIY-
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YEHUSI Pe3yIbTaTOB MOXET IIOTPEOOBAThCSI HECKOJIBKO Helelb. Eciu BRIICHUTCS,
YTO YeJIOBEK SBJISIETCS HOCUTEIEM HACIEACTBEHHOTO 3a00JIeBaHUsI, PEKOMEHY-
eTCsT 00CYIUTD PE3YIbTaThl CKPMHUHIA C BPAUOM-T€HETUKOM.

B HacTosiee BpeMst CKpMHUHT Ha HacJIeACTBEHHBIE 3a00JIeBaHMSI IIPEUMYIIIe-
CTBEHHO BBITIOJHSIIOTCS METOJAMU CEKBEHUPOBAHUS HOBOTO MOKOJIEHUS (aHes.
Next Generation Sequencing, NGS). Metogsl NGS nMeroT 00JIBIITYIO TIPON3BO-
IUTETbHOCTb, ITO3BOJISIOT BLIIOJIHATH OMHOBPEMEHHOE CUMThIBAHYE MWIIAAPIOB
KOPOTKHUX (PparMeHTOB HYKJICUHOBBIX KHCIIOT.

CKpUHMHT Ha HOCUTEILCTBO HACIEACTBEHHBIX 3a00J1eBAHUI MOXKET OBITh ITpe/I-
JIOXEH B pa3HOM 00bEeME B 3aBUCUMOCTH OT UCITOJIb3YeMOI ITaHEIN: OT CKPUHUH-
ra TOJIbKO Ha YacThle MyTallMMd YaCTHIX HACJIeACTBEHHBIX 3a00JIeBaHMUIA 1O II0JI-
HOK30MHOTO WU ITOJTHOIT€HOMHOIO ceKBeHMpoBaHUs. OIHAKO pacIlIMpeHHbIe
BapMaHThl CKPUHUHTA UMEIOT O00JIbIIYI0 3G (EKTUBHOCTh B BLISIBICHUU HOCHUTE-
JIeit TT0 cpaBHEHMIO C TAPTETHBIMU TTaHe MU [19].

3akmoyenne. CKpMHUHT Ha HOCUTEIBCTBO SIBJISIETCS LIEHHBIM MHCTPYMEHTOM,
KOTOPBIIA MOXET ITOMOYb OTACIbHBIM JIULIAM M CYIPYKECKUM IapaM IPUHUMATh
000CHOBAHHEBIE PEIIEHNSI OTHOCUTEILHO CBOUX PEIPOAYKTUBHBIX BO3MOXKHO-
cTeil. BoIsiBIeHMEe KIMHUYECKU 3HAYMMOTO HOCUTEILCTBA HAC/IEACTBEHHBIX 3a-
0oJieBaHUIM 10 POKACHUS peOeHKA MO3BOJISIET CYIPYKECKUM ITapaM IPUHUMATh
000CHOBAHHbBIC PENPOAYKTUBHbBIC PELICHUSI, TaK1e KaK UCIOJb30BaHUE BCIIOMO-
raTeJIbHbIX PEIPOAYKTUBHBIX TEXHOJIOTHIM WX IIpepbhIBaHKE OEpeMEHHOCTU. DTO
IMO3BOJIUT COKPATUTh MIOKA3aTe/IM MIIAJCHYECKOM 1 IETCKOI CMEPTHOCTU U CHU-
3UThb HATPY3KY Ha 3IpaBOOXpaHEHUE.
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