PoanTesnisim, UMeOIIUM 0COOEHHOTO PedeHKA: He 0CTAHABJIMBAaNTECH!

CoBpemeHHass BBICOKOTEXHOJIOTUYHAS MEIUIMHA TpUIUIA Ha I[OMOIIb
POIUTENSIM, HMMEIONIMM OCOOCHHBIX JETeH W WCHIBITHIBAIOIINX €CTECTBEHHOE
YKEJAaHWE POJUTH MOCIECAYIOMIMNX 3J0POBBIX JCTEH.

3HauuTeNbHAs YaCTh JETCKOW MHBAJIMIHOCTU OOYCIIOBJIEHA F€HETUYECKUMU
OpPUYMHAMH, OJHAKO JTO COBCEM HE O3HauaeT HEW30€KHOCTH TOBTOPEHUS
3a0oyeBaHus Tpu cieayromed OepemeHHocTu. [IpakThuecku He CyIIECTBYET
Clly4aeB, KOTJla METObl PENPOIYKTUBHOM T'€HETHKH HE MOTJU Obl 3HAYUTEIIHHO
CHUBHUTH PUCK POXKICHUS OOJLHOTO PEOCHKA B CEMBE.

JI71s1 TOHUMaHUSI TOTO, KaK B CEMbE BOBHUKAIOT TeHETUYECKUE 3a00JICBaHUS U
KaK UX MPEeAOTBPATUTh, HY>KHO pa300paThbCsi B OCHOBAX T€HETUKH.

Bce kieTku Halllero tena coIepxat XpoOMOCOMBI — CTPYKTYPHI siipa, KOTOPbIE
coJiep>KaT BCIO TEHETUYECKYI0 HH(POPMAIIMIO O HAIlIEM OpTraHU3ME B BUJEC MOJICKYJ
ne3okcupudonykienHoBor kucioTsl (JIHK). Beero B mpakTruecku Kaxaon KIeTKe
Halero Tena conaepxarcs 46 XpoMocoM, a BOT B IMOJOBBIX KIeTKax — 23
XPOMOCOMBI, TO €CTh MOJIOBUHHBIN uX HaOop. [Ipu 3TOM, KOra MOJOBBIE KIETKU
MYXKYMHBI M OKCHIIHUHBI CIUBAIOTCS, TO oOpa3syercss KieTka omsITh ¢ 46
XpOMOcOMaMu. Y MY>KUMH U KEHITUH HAOOPBI XPOMOCOM Pa3IMnyaroTCs: Y KeHIIUH
23-g mapa XpOMOCOM COCTOUT W3 JABYX X XPOMOCOM, a2 Y MyK4MH — U3 X U Y

xpomocoM (puc.l).
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Puc.1. Kaoicowiii pebénox nonyuaem nonosuny soeprnozo eevoma (23
XpOMOCOMbBL) Om Mamepu, NOI08UHY (23 XPOMOCOMbL) Om omyda.

Ennnuna nacneactBeHHoM nHMOpMAIUK, TeH, - 3T0 yuacTok MoJiekyisl JJHK,
KOTOPBIM KOAMpYeT HWH(POpMAIMIO O TMOCIEI0BATEIbBHOCTY aMHUHOKUCIOT B



onpenenéHHOM OeNKe, KOTOPhI OTBEYaeT 3a TOSIBICHHE KaKOTO-THOO MpU3HaKa.
['enernueckass uHbopmanus IyoIupyeTcss B Kakaod mape xpoMmocoMm. Bcero B
Hamert JIHK umeercs 6omee 20 ThICSY T€HOB.

N3MeHeHus, TpOU30MIEANINE 0 KAKOKW-TO MPUYMHE B MOCIEA0BATEIbHOCTH
JIHK, 1O ecTh BapuaHThI OTIpEICIICHHOTO TeHa, MOTYT HapymaTh PYHKIIUN OCITKOB
Y BBI3bIBATh NATOJOTMYECKUE M3MEHCHHS B OpraHu3Me. Takue W3MEHEHHUs] IeHa
HA3pIBAIOT MyTanusMu. MHorga ATH W3MEHEHUS MOTyT OBITh HACTOJBKO
«CWJIBHBIMU», YTO UX HE YPABHOBEIIMBAECT OTCYTCTBUE U3MEHEHHI B AHAJIOTUYHOM
reHe MapHOi XpoMocoMbl. Takue MyTaluu Ha3bIBalOT JOMUHAHTHBIMU. [Ipumepsl
JIOMUHAHTHBIX 3a00JIeBaHUM: CUHJIPOM Mapdana, aXOHJIPOILIa3Hs,
HelpoguOpomaTo3, HECOBEPIIEHHBIN OCTEOTEHE3.

Yarie BCTpeyaroTCs MyTalliu, KOTOPbIE BBI3BIBAIOT 3a00JI€BAHUE TOJIHKO €CJIH
MMH TIOPAKEHBI 00a aHAJIOTUYHBIX T'€Ha B MapHBIX XpoMocomax. Takue MyTaluu
Ha3BbIBAIOTCS ayTOCOMHO-PENECCUBHBIMU. [IprMepnl pereccuBHBIX 3a00JI€BaHUM:
MYKOBHUCIU103, (DEHUKETOHYPUS, CIIMHAJIbHAS MBIIIIEYHAsi aTpo(usl, rajJakTO3eMusl,
BpOXKAEHHAS TUIIEPIUIA3HUs KOPbl HAATIOYEYHUKOB.

Takke CyIIecTBYIOT MYTallid, KOTOPBIE MPOSIBISIOTCS CUMIOTOMaMU B
3aBUCUMOCTH OT ToJia pedenka. Hampumep, 001€10T TOJIBKO MAIbYUKH HIIA TOJIBKO
neBouku. Takue 3a005ieBaHUST HEPEJIKO CBSI3aHBI C MOJOBBIMU XpOMOCOMaMu X WU
Y. Ilpumepsl CLEMIEHHBIX C MOJOM 3a00JjeBaHul: TeMOPMInsg, MUOAUCTPODUS
Jro1ieHHa, CUHAPOM HEUYBCTBUTEIBHOCTU K aHAPOTEHAM.

B cpennem 90% mnronel SIBJISIIOTCS HOCUTENSAMHM XOTsl Obl 1 matoreHHoOu
MyTaluu, U 2-3% CynpyKecKuxX nap UMEIOT BBICOKUN PUCK POXKIECHHS OOJIBHOTO
pebenka. Ha ceromHsi u3BeCTHO OKOJO 8 THICAY MOHOTCHHBIX 3a00JICBaHMU, U3
KOTOPBIX MOJIOBUHA PELECCUBHBIE U TIOJIOBUHA TOMUHAHTHBIE.

Ha tunuynom npumepe pazdepeM moyemMy W B KaKUX CIydasx MPOUCXOIUT
pokJIeHrne OOJTHLHOTO FreHeTUYECKUM 3aboseBanrneM pebenka. Hanbosee THTHYHBIN
npumep — o0a pOaUTENs SBISIOTCS HOCUTEISIMU ayTOCOMHO-PEIeCCUBHOM
NaTOJIOTMYECKOW MyTallMd B OJHOM M TOM € reHe. Toraa poauTenu 310pOBbI, a
BEPOSTHOCTh POXKJIEHUSI OOJILHOrO pebeHKa OYeHb BBICOKA U cocTaBisieT 25%

(puc.2).



Mama-HocuTenb Mana-HocuTeNb

3popoe, 25% PeﬁeHGH—HOCIr'TE!‘Ih, 50% BoneH, 25%

Puc.2. B cnyuae, ecau oba pooumens AGAAIOMCA 2emepo3ucOmHbIMU
HOCUMENAMU AYMOCOMHO-PEYECCUBHO20 3A001€8aHUSL, PUCK POHCOEHUsT OOIbHO20
pebéuka cocmasnsiem 25%.

Ecnu B ceMbe ecTh peOCHOK-UHBAIN]I, TO YTOOBI MIOHATH, HUMEETCS JIU Y HETO
reHeTu4eckoe 3a0oJjeBaHUe, HEOOXOJAMMO TMOJYYUTh KOHCYJbTAllUI0 Bpada-
reHeTuka. J{Js moaydeHus 3Toi KOHCYIbTAINA HEOOX0IMMO 00paTUTHCS B METHKO-
TCHETHYECKYI0 KOHCYJBTAIUIO 10 MECTY XHUTEIbCTBA. X mepedyeHr mMeercsl Ha
caiite Meauko-renernueckoro mneHTpa uM. akajaemuka H.IT.boukoBa https://med-
gen.ru/ B pazaene «Crnenuanucrtam». Takue KOHCYJIbTAIlUU TaKKe MPOBOJISATCS B
OI'bY HMULL AT'ull um.B.U.Kynakoa Mun3zapasa Poccun (ncagp.ru).

IIpy momo3peHMHM Ha TeHEeTHYeCKoe 3a0ojieBaHHE OyaeT Ha3HauyeH
TeHETHYECKUN aHaiu3 peOEHKY M €ro pPOIUTENSIM, €ro pe3yibTaThl IMO3BOJST
OTIPEICTUTh TCHETHYCCKYIO TPUPOTY 3a00JIEBAHUS U OIIEHUTH PUCK €T0 TIOBTOPEHUS
y TIOCTIEAYIOMINX IETEN.

Ecnmu Oynmer BeIsIBJIEH BapuaHT de novo, TO PUCK MOBTOPHOTO POXKICHHS
pebenka ¢ Takou marosnorueil Hu3kuil (10 5%). B sTom ciydae menecoodpaszHa
CaMOTIPOU3BOJIbHAS OCPEMEHHOCTh, M0 JKEJIAaHWIO POJUTEICH B paHHEM CpPOKE
MOKET OBITh MPOBE/ICHA MPEHATaIbHAsl TUATHOCTHKA (OMOTICHSI BOPCHUH XOPHUOHA B
9-10 Henmens 6EpEMEHHOCTH) Ha TaHHOE 3a00JICBaHHUE.

Ecnu ke BBISIBIEHO, YTO POAUTENH SIBISIOTCS HOCUTEISIMH TATOTEHHOM
MYTaIliH, CBI3aHHOM C PEIIECCUBHBIM 3a00JI€BaHUEM, TO, Kak ObLIO ITOKAa3aHO BHIIIIE,
PHUCK TOBTOPHOTO POXKIEHUS peOCHKa ¢ TaKou maToJiorueit 25%.

Ecnu B pe3ynbrare 00cae10BaHMs BPa4OM-TCHETUKOM YCTAaHOBIICH BBICOKHMA
PUCK TOBTOpPEHHS 3a00JIEBaHUSI B CEMbE, BO3MOXHO TOJONTH K BOIPOCY
IUIAHUPOBAHUS CEMbM C pa3HbiXx ommuid. KoHCympTanuu 1Mo  BOmpocam



IUTAHUPOBAHUS OEPEMEHHOCTH TMPH BBICOKOM PHUCKE TE€HETUYECKOM MaTOJOTHUU
MOoxHO nosyduTh B ®I'BY «HMUL AT'TI um. B.W. KynakoBa» (ncagp.ru).

Ecnu y Takux poauTeneil HacTynuia caMOpou3BOJIbHAsT OEPEMEHHOCTb, TO
HE0OXO0IMMO Ha paHHUX cpokaX (9-10 Hemenb OepeMEHHOCTH) MTPOBECTU OMOTICHIO
XOpUOHA W MPEHATalIbHYI0 AUArHOCTUKY C ILIEJIbIO BBISBICHHS CTaTyca IUIOAA —
3JI0POB OH, SIBJISIETCS HOCUTEJEM WIH, YHACJIEI0BAB MATOJOTUMYECKUN F€H OT 000OHUX
ponutenei, poautcs O00dbHBIM. B mocinegHem ciydae mepesl poAMTENsIMH BCTaeT
HEJIETKUW BbIOOp AanbHEIne cynbObl 3Tol OepeMeHHOCTU. Iy TOro, 4TOOBI
BOBpEMs IIPOBECTH MTPEHATAIBHYIO JUATHOCTUKY, HY’KHO KaK MOXKHO paHbIIIe TIOCIIe
HACTYIUIEHUsI OEpeMEHHOCTH OOpATUTHCSA B JKEHCKYI0 KOHCYJIBTALUIO 10 MECTY
YKUTEIHCTBA, IPEIOCTABUB Bpauy MHGOPMAIIMIO O 3a00JIEBAaHUH CTApUIErO peOCHKA
B CEMbE, JaHHbIE N€HETUYECKUX HCCIEJOBaHUN peOEHKAa U POJIUTENECH U Ipyrue
UMEIOIINECS METULIMHCKUE JOKYMEHTHI.

Bo3moxkeH u Jpyrol myTh, KOIrJa Ha TIIOMOIIb CEMbE MPHUXOASIT
BCIIOMOT'AaTEJIbHBIE PENPOIYKTUBHBIE TEXHOJIOTMU — MpoBesieHre npoueaypsl KO
C MPEUMIUIAHTAIMOHHBIM TE€HETUYECKUM TecTupoBaHueM. /[l Toro, 4ToObBI
MOJIYYUTh SMOPHUOH, HE YHACIIEIOBABIIUN OT POAMUTENIEH Te€H C MaTOJOTUYECKON
MyTaledl, Ha TEepBOM JTafe MPOBOJAT CHEIUATBHBIMU  MEIUIMHCKUMU
npenaparaMi CTUMYJISLMIO OBYJSIUMKA C TE€M, YTOOBI MOJYYUTh 3HAYUTEIBHOE
KOJIMYECTBO sieKyIeTOK. MX mosyyaroT Tpu TpoBefeHUU 0e300JiIe3HEHHON
MPOLIETYPHI - MYHKIUU Biaraiuiia. [IotoM npoBoAsST OMI0J0TBOPEHUE STHIEKIETOK
CIEpPMOM MYy>Ka U B CIIEHUATILHOM CpeJie MPUCTYNAIOT K BhIPAIIMBAHUIO YMOPHUOHOB,
KOTOpOE JUIUTCS HECKOJIBKO JTHEH. 3aTeM ISl IPOBEIEHUs TECTUPOBAHUS 3a0UparoT
HECKOJIBKO KJIETOK Hapy>KHOTO CJIOsl SMOpUOHA - TPO(IKTOAEPMBI, UTO, KAK yKE
JI0Ka3aHO, HE TIPUHECET HUKAKOro Bpeda 3SMOpPHOHY, a caMH SMOpPHUOHBI
3aMOPaKMBAIOT 10 TOJY4YEHHUsI pe3ysibTaToB (KpuokoHcepBupyioT). [locne
MIPOBEICHUS TEHETUYECKOTO aHAIN3a B MATKy MOACAXKUBAIOT YMOPUOH, KOTOPBIN HE
yHacJe10Bajl TeHEeTUYeCKoro 3aboseBanus. Eciau mogydyeHo HECKOIbKO 30POBBIX
SMOPHOHOB, TO OCTAaBLIMECS 3aMOPOKEHHbIE SMOPHOHBI MOXHO XPaHUTh U
NEPEHOCUTH B OyyIeM, YTOObI POAUTH €IIE 3A0POBBIX JETEH.

CxemMaTHYHO BO3MOXKHOCTH CEMbH, HUMCIOIIEH peOeHKa C TeHETHYEeCKOH
MaToJIOTHEN, TMOKa3aHbl Ha puC.3.
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Ha paiinx cpokax - broncwa MpenMNAGHTALIMOHHOTO FEHETUUECKOE TECTUPOBaHME

() XOpHoHa ambpuoHa
c@'\%{pmu npepbigakyia Ha 1,5% Bbilue, (33 cuet OMC NpH HANUYMK ONPELENEHHBIX

HEMB nonyﬂﬂ;:';dé}aoamomo ne 3a6oneBaHmit y GonbHoOro pebeHka)
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Mpw BbIABAEHKM 33B0NEBAHNA — 5?_ MNepetoc 3A0poBoro 3MBpuoHa (97% pomaeHua

CeMbA OCyLecTBNACT reHeTUYECKM 3A0POBOro pebeHKa — 3% - pUCK
penpoayKTUBHLIN BbIBOP BO3HUKHOBEHMA MyTaumK De Novo)

Puc.3. Mapwpym pooumeneii pebenka ¢ cenemuyeckum 3a001e6aAHUEM.

B mupe m B Poccum HakomieH orpomueiii omnbIT mnposeneHus OKO ¢
NPEUMIUIAHTALIMOHHBIM ~ T€HETUYECKUM  TECTUPOBAHUEM HAa  MOHOTE€HHOE
3a0oneBanue (I1I'T-M) u Ha cTpykTypHBbIe XpoMocoMHbIe niepectpoiiku (111" T-CII).
B IDenrtpe KymakoBa npeMMIUIaHTALMOHHOE T'€HETUYECKOE TECTUPOBAHUE
»MOpuoHOB BHeaApeHo B 2013 roay. 3a 13 net uccnenoBansl 19 Thicsia 5MOpHOHOB
11 60Jiee YeThIpeX ThICSY CYNpPY>KECKUX map.

C 2026 r. HayaTO BBIMIOJHEHUE ATUX TexHosorud B mporpamme OMC mo
OIPEJEICHHOMY MEPEYHIO T€HETUYECKHUX 3a00JIEBAHUI, KOTOPHBIN B Oyay1eM OyaeT
pacuImpsThCs.

OTU TaHHBIE TIO3BOJISIIOT ¢ ONTUMU3MOM CMOTPETh Ha MEPCHEKTUBY CEMBH,
uMerolIeil peOeHka ¢ reHeTUYeCKUM 3aboseBaHueM. Takasi ceMbs UMEET BCE ILIAHChI
Ha POXKAECHUE 3J0POBBIX JAETEM, KOTOPBIE IPUHECYT CYACTHE POIUTEISIM.

[Ipu pemieHun Bompoca 0 TEHETUYECKUX 00CIeI0BaHUAX U BIOOPE METOIOB
JICYEHHUS] y CEMBHM MOT'YT BO3HUKHYTH CEPbE3HBIE 3TUUECKHE BOIIPOCHI, COMHEHH,
cTpaxu. B 3THX cnmyyasx mosie3Hbl KOHCYJbTAllUU MCUXO0J0ra, KOTOPbIE MO3BOJIST
ceMbe M30aBUTHCSA OT JIOKHBIX CTPaXxOB W ONACEHUM, MOJYYUTh MOAJIEPKKY B
MPEOJIOJICHUH TPEBOI M COMHEHHMM MO ToBoAy Oynymiero pedeHka, NpUMTH K
OCO3HAHHOMY PEILIEHUIO O POKIECHUU MOCIETYIONINX 310POBbIX JIETEH.



