Poanreasam, nMewiHM ocobeHHONO pedeHKa: He ocTaHaBInBaliTecs!

CoepeMeHHAA BLICOKOTEXHONOTHYHAA MEIHIHHA [NPHILNA HA [OMOLIL
POINTENAM, HMEHUHM oCODEHHBIX JeTeil M HCNBTHBAKIIHX ecTeCTBEHHOE
MENAHHE POAHTE NOCHEAYIOMHX 3A0POBEIX AeTeH.

3HaMHTENLHAA YaCTh JETCKOH HHBATHIHOCTH 0DYCIOBIEHA IEHETHYECKHMH
NPHYHHAMH, OJHAKO 3T0 COBCEM HE O3HAMACT HeH3IDeWHOCTH NOBTOPEHHA
boIeRaHHA OpH  cnenyromeid OepemenHocTH. [IpakTiueckn He CYIIECTBYET
CAVYAEE, KOIJAa METOAEI PENpoIVKTHBHOH MeHETHKH HE MOTIH Dkl 3HAYMTENLHO
CHHIMTE PHCK poseHHA DONBHOIO pedeHKa B CEMEE.

JL1s NOHUMAHKA TOTO, KAK B CeMbe BOTHMKAKT reHeTHYeCKHe 3abonesaHnsa 1
KaK HX NPeJOTEPATHTE, HYIKHO paiodpaThci B OCHOBAX MEHETHKH.

Bee KNeTKH HALIETD TeNd COAEPHKAT XPOMOCOMEl — CTPYKTYPEI £1pd, KOTOpLIE
COACPIKAT BCH FEHETHYECKYID HHMOPMALHIO O HAIEM OPraHH3IMe B BHIS MOJAEKY
nezorcHpiboHyKTeHHoRoH KHcnoTel (JIHK). Beero B npakTHuecky Ka# 106 KNeTKE
Hawero Tena cogepkarcd 46 XpoMmocomM, a BOT B MNOAOBRIX KieTkax — 23
XPOMOCOMBI, TO €CTh MOJNOBHHHBIH UX Habop. IlpH TOM, KOrja MONOBEIE KIETKH
MYHUYHHE W IKEHIIHHEI CHOHBAKOTCA, To oO0pazvercs KkieTka onate ¢ 46
XPOMOCOMAMH. Y MYRKYHH I HEeHIWHH HA00PE! XPOMOCOM PAIHYAKTCA. Y MEeHUIHH
23-1 mapa XpOMOCOM COCTOMT H3 JBYX X XPOMOCOM, 8 ¥ MY#YHH — H3 X H Y
xpomocoM (puc. 1),
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Puc. l. Kaxcosit pedénor noavaaem nolosuiy adeprozo 2enoma (23
APOMOCOMBL) om Mamepu, nososuny (23 xpomocomst) om omya.

Enunnia HacneacTBeHHOH HHPOPMAIHH, TeH, - 3T0 yuacTok Moaekyasl JIHK,
KOTOPEIH  KOJHpYET HHPOpPMAUHKY O [OCIEIOBATENBHOCTH AMHHOKHCIOT B



ONPEAcICcHHOM DENKe, KOTOPBIH OTBEYACT 38 MOABICHHE KAKOro-JAHDO NPHIHAKA.
[Nenernueckas uHdopManya IyOIHPYETCA B Kamao# nape xposmocom. Beero B
Hamew JJHK umeerca bonee 20 ThicaY reHos.

Hzamenenus, nponzomeiiHe No Kakoi-10 NPpHYHHE B NOCNEI0BATENEHOCTH
JHK, 1o ecTh BapHaHThl ONPEAEIeHHOIO FeHa, MOTYT HApYIaTh GVHKUNH DENKoR
H BEI3LIBATE NATONOTHYECKHE HIMEHEHHA B OpPraHM3Me. TakHe H3IMEHEeHHA reHa
HazeiBaoT MyTaguame, Muorga 2tH W3MeHeHHS MOTyT ObITE  HACTOABKO
WCHIBHEIMHY, 9TO HX HE YPABHOBEIIHBAET OTCYTCTBHE H3IMEHEHHI B AHANOTHYHOM
reHe napHoil xposmocomsl. TakHe MYTAUNH HAZKIBAKT JOMHHAHTHEIMH. [IpuMepht
JAOMHHAHTHEIX 3aDONCBAHNH: CHHAPOM Mapddana, AXOHAPOIUIATHA,
HeHpodHOpOMATO3, HECOBEPIISHHEIH OCTEOreHes.

YHauie ecrpedaroTcd MyTALHK, KOTOPLIE BRIZRIBAOT 3200/ICBAHHE TONLKO ECIH
HMH NOpameHsl 00a AHANOIHYHBIX [EHA B NAapHEIX XpomocoMmax. Takue mMyTalnu
HAZRIBAKYTCA AYTOCOMHO-peteccHBHEIME. [IpuMephl peueccHBHRIX 3aboneBaHui:
MYKOBHCLHA03, JeHHKETOHYPHA, CIIHHATEHAS MBIIISYHAR aTPOQHA, FANIAKTO3EMHA,
BPOGIEHHAS THNEPILIAIHA KOPBl HANOMEYHHKOB.

Takwe cCyWECTBYHOT MYTAUHH, KOTOPBLIE NPOABASIOTCA CHMOTOMAMH B
FABHCHMOCTH OT nona pedenka. Hanpusep, DONSHOT TONLKO MATEYMHKH HITH TOMBKO
AesoukH. Taxue 3adonepaHHA HEPEIKO CBA3AHLI ¢ MNOAOBLIMH XPOMOCOMAaMHE X HITH
Y. [lpumepsl CUETNICHHBIX ¢ NON0OM 3a000€BaHHil: reModHIHA, MHOOHCTpOjHA
JoieHna, CHHAPOM HEYYBCTBHTENBHOCTH K AHAPOTEHAM.

B cpeguem 90% moaeH ARIAKOTCA HOCHTENAMH XoTd Obl | nmaroreHHOH
MyTamHi, H 2-3% CYNPYKECKHX [ap HMCHOT BhICOKHH PHCK POAICHHA DONBHOIO
pebenxa. Ha cerogns H3IBECTHO OKOMAO ¥ THICAY MOHOMeHHEIX 3abodcBaHHN, H3
KOTOPLIX MOJOBHHA PELECCHBHBIE H MOTOBHHA 10MHHAHTHEIE.

Ha tenHuHOM npuMepe pazbepes NodeMy H B KaKHX CHy4asxX NpoHCXOAHT
PO#ACHHE DONLHOTO reHeTHUecKkHuM 3abonerannes pebenka. Haudonee THNIHYHELH
npHMep — obDa pPOOHTENd HBIMIOTCH HOCHTEAAMH  ayTOCOMHO-PElEcCHBHOMH
NMATOAOTHYECKOH MYTallHH B OJHOM H TOM ke reHe, Torja pojaHTenH 3J0pOoBkI, a
BEPOATHOCTL pOMIcHMA OoNbHOTO pebeHKA OYeHb BhICOKA H cocTaBnder 25%
(puc.2).



Mara-HOCHTREAR MNana-HoCHTEND

|
nge

pnpon, % P-eﬁaunu-uunlmnh, S BongH, 25%

Puc.2. B cuyvuge, eciu obd podumein ASMROMOR  2eMEpoIucomusiMu
HOCHMETAMU AVIMOCOMHO-PEYECCHEHO20 3AD0ICEAHIA, PUCK POXCOEHUA DOIBHOZO
peténka cocmasirem 25%.

Ecnu B ceMbe €CTh PEBGCHOK-HHBANHI, TO YTODL!I NOHATE, HMEETCH JTH ¥ HETO
reHEeTHYECKoe 3aboncBaHHe, HeoDXOAHMO [OAYVYHTE KOHCYIABRTALHK Bpava-
reHeTHra. Jlg nory4eHHa 3ToH KOHCYILTAlHH HEoOX0IHMO 0DPATHTLCA B MEAHKO-
eHETHYECKYHY KOHCYALTALHKY 110 MecTy suTenbcTBa. HX nepedens umeercs Ha
caiite Meauko-reserwueckoro nentpa usm. akajgemura H.Il.boukora https:/fmed-
genny/ B paznene «Cneunamuctamy»,. TakHe KOHCYILTALMM Tak#ke OPOBOASTCA B
OIBEY HMHIL] ATsll wm.B.M Kynakosa Munagpasa Poccun (ncagp.m).

[lpn mnopozperHs Ha reHeTHdeckoe 3alfoneraHue OvaeT HaiHAMEH
reHeTHYECKHH aHanH3 pedeHKY H ero poAHTeNsM, €ro Pe3vabTaThl MO3BONST
ONpPeacaHThL FTEHETHUECKYI NIPUpOoay 3a001eBaHNA H OLEHHTE PHCK €I0 NOBTOPEHHA
V DOCHSIVIOIHY JeTei.

Ecomt Gyaer BuiaBneH BapuadT de nove, TO PHCK NOBTOPHOTO POMICHHA
pebeHka ¢ Takol naronormel HH3KHHA (10 5%). B atoMm caykae uenecoodpazHa
CAMOTNPOHZBOIEHAA OEPEMEHHOCTL, 110 KEMAHHIO POIAHTENEH B paHHEM CPOKe
MOMKET OBITH NIPOBEICHA NPEHATAIRHAA IHATHOCTHKA (OHONCHR BOPCHH XOPHOHA B
9-10 reaens DepeMEHHOCTH ) HA JTAHHOE 3a00eBaAHHE.

Ecnu ke BBIABICHO, WTO POAHTENAH ABIAIOTCA HOCHTEASMH TATOTeHHOR
MYyTaliH, CBAZAHHOH C pellecCHBHBIM 3aboIcBAHHEM, TO, KaK ObL10 NOKA3aHO BILIE,
PHCK NOBTOPHOIO pO#ASHHA pedeHKa ¢ TAKOH naronoruei 25%.

Ecnu B pesyneTaTe 00CHe10BAHHA BPAMOM-TEHETHKOM YCTAHOBISH BBICOKHIH
PHCK MNOBTOpEeHHA 3aDoNeBaHHs B CeMBE, BOIMOKHO NOJOHTH K BOmpoCy
NIAHHPOBAHHA CEMLA € pasHelx  onuuii. KoHcynsTanum nmo Bonpocam



[aHHPOBaHHA OEPEMEHHOCTH MPH BHICOKOM PHCKE FEeHETHYECKOH NarToNorHH
MoAHO TonyuuTs B OI'BY « HMHLL AT'TI mm. B.M, Kynakoga» (ncagp.m).

Ecnn y Takux pogdTencii HacTYTIHIA CaMONPOH3BOALHAA DEPEMEHHOCTE, TO
HEeODXOAHMO Ha paHHHX cpokax (9-10 aeaens DepeMeHHOCTH) NPOBECTH DHONCHID
XOpHOHA B MNPEeHATANLHYI0 JHATHOCTHKY C UENLH0 BBIARIEHHA CTATyCAa Maoja —
300POB OH, ABIASTCA HOCHTENEM HIH, YHACIEI0BAB NATOIOTHYECKHH reH oT 0DoHX
poauTenei, poanrTca DonekHeM. B nocaeanem ciyuae nepea pooMTENdMH BCTAET
HeAerkui BuDOp JanbHeilwel cyasdel 310l DepemenHocTH. Jlng Toro, 4rodbl
BOEPEMA MPOBECTH MPEHATANBHYID JHATHOCTHKY, HYKHO KAK MOMXHO PaHbLIE NOCHe
HACTYILIEHHA OSpPEMEHHOCTH OOPATHTLCA B KEHCKYID KOHCYIBTALHID M0 MECTY
WHTENBCTEA, NPeAOCTABHE Bpavy HHGOpMaLnD 0 3a00AcBaHHH CTapuero pebeHka
B CEMBE, JAHHBIE TEHETHUECKHX HCCICOOBaHHH pedcHKa H POIHTENCH H ApyTHE
HMEWLIHECH METHIHHCKHE JOKYMEHTEL

Bozmomxen W Apyroii nyTh, KOTrJ2 HA [ODOMOUIbL CEMbE TPHXOAAT
BCHOMOTATEALHEIE PENPOIYKTHBHEIE TEXHOIOMHH — NposeicHHe npoueaypel JKO
C NPeHMITAHTAIHOHHBIM TeHEeTHYeCKHM TecTHpoBaHueM. [lns Toro, uToObl
MOAYYHTE IMOPHOH, HE YHACIEAOBABIIHH OT poaHTeAcH reH ¢ NaTonorHYecKoH
MYyTalUHEl, HA NEpBOM JTANE MPOBROJAT CHCHHATBHEIMH - MEIHLUHHCKHMH
npenaparaMi CTHMYISALHID OBVASLHM ¢ TeM, 4To0Bl MOAYYHTE 3IHAMHTEIBHOE
konudecTeo siuexnerok. HMx nonyuawt npe oposenenun OezdonezHeHHOMH
NpoUeAypEl - TyHKUHHA Baarannma. [lotom npoBogaT onnogoTBOpeHNE AHUEKTCTOK
COEPMOH MYEKA H B CHICUHATEHOMR cpe/ie NPHCTVIAKT K BRIPANIMBAHMIO IMOPHOHOB,
KOTOPOE IMTCH HECKOJIBKO JHEi. 3aTeM U NPOBEICHHA TECTHPOBAHNMA 3a0HpaoT
HECKOMBKO KIETOK HAPY:KHOMO Cod 3MOpHOHA - TPOQIKTOAEPMbL, YTO, KK Yike
JOKAZAHO, HE MNPHHECeT HHKAKOro Bpeaa 3IMOpHOHY, a4 caMH  SMOpPHOHL
JAMOPAKHBAIOT A0 NOOYHMEHHA pPesyasTatoBR  (KpHokoHcepeupyrot). [locne
MPOBEISHHA NEHETHHYECKOD aHANH3A B MATKY NOICAKHBAKT IMOPHOH, KOTOPBII He
VHACTeaoBan reHeTHdeckoro zabonesanusa. Ecin noayueHO HECKONBKO 3A0POBLIX
SMOPHOHOB, TO OCTABUIHECH 3aMOPOMKEHHBIE SMOPHOHBI MOKHO XPAHHTE H
NEPEHOCHTE B DyAYLIEM, 9TODLI POANTE EIUE 3T0POBLIX JASTeH,

CxeMaTHYHO BOIMOMKHOCTH CEeMbLH, HMeEwmeH pebeHka ¢ IeéHeTHYeCKOM
naroaorieli, nokazadel Ha puc.3.
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Puc. 3. Mapuupym podumeneti peGenka ¢ 2eHemuieckum 3adoiesanien.

B mupe w B PoccHn HaxkoIleH orpoMHELIE onelT nposengeHds JKO c
NPEHMIUTAHTALHOHHLIM ~ FEHETHMECKHM  TECTHPOBAHHEM  HAa  MOHOTEHHOE
zaGonesanue ([I'T-M) 1 Ha cTpyKTYpHEIE XpoMocoMHEIe NepecTpoiikw (IT1T-CIT).
B Ilentpe Kymnakosa npeHMNIAHTAHHOHHOE TEHETHYECKOE TECTHPOBAHHE
abpronoe sHegpedo B 2013 roay. 3a 13 ner ueenenoeadn 19 TeicaY 3MOpHOHOB
J14 DOJEe HETRIPEX THICAY CYTPYKECKHX nap.

C 2026 r. Ha4aTO BBINOIHEHHE THX TeXxHoaorud B nporpasse OMC nmo
OMPEAEICHHOMY NEPETHIO M'eHeTHMECKHX 3a001eBaHNi, KOTOpLI B OyayviuieM Gyaer
PacIIHPATECA.

OTH JaHHLIE MMOIBOAAKT C ONTHMHIMOM CMOTPETE HA MEPCNEKTHRY CEMBH,
HMero e pedeHKa ¢ reHeTHYECKHM 3abonceanieM. Takas ceMbA HMEET BCE [IAHCE
Ha POXIEHHE 310POBRIX AETEH, KOTOPBIE IPHHECYT CHACTRE POIHTEIAM.

[lpn pemeHyy Bonpoca 0 FrEHETHYECKHX 0DCNICIOBAHAAX H BRIDOPE METOIOE
JIEYEHHA Y CEMBH MOI'YT BOZHHEHYTE CEPLEZHBIE ITHYECKHE BONPOCK], COMHEHHA,
cTpaxf. B 5THX cayvasx nojie3Hbl KOHCYILTAOHH NCHXOIOr, KOTOPLIE NOIBOIAT
ceMbe H30ABHTECA OT NOMKHBIX CTPAXOBE M ONACEHHWI, MOAYYHTh NOLICPHKKY B
Npeoao/icHHH TPEBOT H COMHEHHMH No moBoay Oyayiuero pedoHKa, NPHATH K
OCOIHAHHOMY PELISHHID O POMIEHHH TOCASIVIONIHX 3A0POBLIX JeTel.



