Pogutensiv, mmerommum ocoennoro pebeHKka: He ocTaHABIUBaliTeCE!

CoBpeMeHHasT BBICOKOTEXHOIOIHYHAS MEIUIMHA MPHILIA H4 [TOMOIIDL
POMHTCNIAM, HMMCIOLIMM OCOOCHHBIX JETCH M HCHBITHIBAIONIHNX €CTECTEEHHOS
KETAHUC POJIUTB MOCIEAYIONIHUX 3/I0POBBIX NETeil.

3HaYUTENIbHAT YACTh JETCKOM WHBATHIHOCTH 00yCITOBIIEHA TEHETHYECKUMH
MPUYHMHAMH, OIHAKO 35TO COBCEM HE O03HAYACT HEH3OEKHOCTH HOBTOPEHHS
3a00JICBAHUS TIPH  CIICAYIONICH OcpemenHocTH. IlpakTHueckn He CYUIECTBYCT
CIIy94CB, KOTJa METOMBI PCHPOYKTHBHOM I€HETHKH HE MOTIM Obl 3HAYHTENBHO
CHU3HUTEL PHCK POXKIEHHA OOMBHOIO pebeHKa B ceMbe.

17151 IOHMMaHHMS TOro, Kak B CeMbe BOSHUKAOT [eHETHIECKIE 3a0oneBanus u
KdK UX IIPEIOTBPATUTE, HYKHO Pa300paThCa B OCHOBAX TCHETHKIL

Bce kiteTky Hamero Tena comepiKaT XpoMocoMBI — CTPYKTYPBI SApa, KOTOPBIE
COACPIKAT BCIO FCHETHYCCKYIO HHPOPMALMIO O HAINEM OPTaHH3Me B BHJIE MOJEKYJT
AC30KCHPHOOHYKIEMHOBOH KHCIIOTEI (JTHK). Beero B mpakTudecky kasmioi Kierke
HAlIETO Tena comepxarcsi 46 XpOMOCOM, 4 BOT B IIOJNIOBBIX KICTKAX — 23
XPOMOCOMBI, TO €CTh MONOBUHHbIN UX Habop. [Ipu 3TOM, KOra TONOBBIC KIETKMH
MYXGHHBI M SKCHIIMHBI CIIMBAIOTCA, TO oOpasyercs KieTka omsTh ¢ 46
XpOMOCOMaMH. Y MY>KYHH M 5KEHIIMH HAGOPHI XPOMOCOM PasIUYaIOTCs: Y JKEHIIUH
23-1 mapa XpOMOCOM COCTOUT M3 ABYX X XPOMOCOM, 8 ¥ MYKIHH — 3 X u Y
XpomocoM (puc.l).
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Puc.1. Kaxcoull pebénox nonyuaem nonosuiy adeprozo zenoma (23
XpomMocoMbL) om mamepu, norosuny (23 Xpomocomst) om omyad.

Enyruna nacnencrsennoit uadopmaniu, rem, - 310 y9acToK Monexyisl JIHK,
KOTOPBIH  KOAMPYET HHOOPMALMIO O MOCIEAOBATENLHOCTH AMUHOKUCIOT B



ONpeNeNnEHHOM Gelke, KOTOPEIl OTBEYAET 33 IIOSBICHHE KaKoro-mbo IpusHaxa.
I'emernyeckas undopmarnms aybmupyetcss B Kaxuod mape xpomocom. Beero B
Hamei JIHK uveercst 6oiee 20 Thicsy reHos,

Wsmenenus, npousomemme 1o kakoii-to IPUIHUHC B IIOCJICIOBATEIBHOCTH
AHK, To ecTs BapuanTs onpesenennoro I'CHa, MOI'YT HapyumiaTe QyHKLHH 6eIKoB
¥ BBISBIBATL MATOJIOTHYECKHC M3MCHEHUS B opraHmsMe. Takde M3MCHEHHS TeHa
HA3BIBAIOT ~ MyTanusmu. MHOrja OSTM M3MEHEHHS MOTYT OBITH HACTONLKO
«CHIILHBIMID), YTO MX HE YPABHOBEIIMBACT OTCYTCTBHE M3MEHEHMH B AHAOIAIHOM
CHC [IapHOH XPOMOCOMBL. Takue MyTaIlHH HA3BIBAIOT JOMHHAHTHLIMIL Ipumepsr
JOMHHAHTHBIX 3a00JIeBAHMIA: CHUHIPOM Mapdana, aXOHJIPOILIA3HS,
HEHPOPuOpPOMaTo3, HeCOBEPILEHHEIH OCTEOreHes.

Hale BeTpedaroTest MyTalmy, KOTOPEIE BBI3BIBAIOT 3260 IeBAHIE TOJIBKO €CJId
MMH [IOPKEHB! 00a aHANTOTMYHBIX IeHa B TIAPHLIX XpomocoMmax. Takue myranuu
Ha3bIBAIOTCA ayTOCOMHO-PENECCUBHBIMA. [IPUMEPHI pPerlecCHBHBIX 3a60ICRAHMI:
MYKOBHCLH03, DEHUKETOHYPUSI, CIIMHATBHAS MbILIICYHAS arpobus, rajJaKTo3eMusl,
BPOXKIEHHAS TUIIEPIUIA3Hs KOPBI HANIIOUCYHUKOR.

Taroxe CyUIECTBYIOT MyTallMd, KOTOpPBIE OPOSBIIAIOTCS CUMITOMaMH B
34BHCHMOCTH OT rmofa pebenka. Hampumep, GoaeloT TONBKO MaTbYUKH HITH TOIEKO
Aceoukn. Takue 3a001neBaHYS HEPEIKO CBS3AHbI ¢ TIOJOBLIMU XpoOMOCOMaMHt X UIH
Y. llpuMepsl CUEIUIEHHBIX C MONOM 3a60JeBAHHIL: IeMO(MUINS, MHOIUCTPOHUS
Jroienna, CHHAPOM HEYyBCTBHTEIBHOCTH K aH/POTCHaM.

B cpemnem 90% mroneii saBmsioTcs HocuTenmsMu XoTS Obr 1 [TaTOTC€HIIOH
MyTanuy, 1 2-3% CyNpYXecKuX Iap UMEIOT BHICOKUIA PHCK POXJICHHA OONBHOTO
peberka. Ha ceromus u3BecTHO OKOTO 8 THICAY MOHOTEHHBLIX 3a0oneranuii, u3
KOTOPBIX ITOIOBUHA PEUECCUBHBIE U TIOJOBUHA JOMUHAHTHLIE,

Ha tunuanom npuMepe pazbepem moueMy U B Kakux CILy4astX MPOUCXOIUAT
POKIeHHe OONBHOrO reHeTHyecKuM 3abonesanrem peGenka. HaunGomee THIMHEIH
OpuMep — o0a pOOUTENs ABIAIOTCS HOCHTEISMU ayTOCOMHO-PEICCCHBHOM
MATOIOINYECKOH MYTAallMi B OTHOM U TOM 3Ke rene. Torma poaurenu 3/I0pOBEI, a
BCPOATHOCTE POKIACHHS OONBHOr0 peGeHKa OYeHH BBICOKA M COCTAaBiseT 25%

(puc.2).
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3popos, 25% PEﬁEHOK-HOCleE'JIb, 50% Bonen, 25%

Puc2. B cayuae, ecu o6q pooumens  seusomes 2eMePO3USOMHBIMU
Hocumenamu aymocomno-peyeccusnozo 3abonesanus, puck Podcoenus 6onvrozo
pebénra cocmasnsem 25%,

Ecan B cempe ectn PEOCHOK-HHBATHL, TO YTOGLI HOHSATE, UMEETCH JIH y HEero
[CHETHYECKOE 3aboNeBaHHe, HEOGXOTUMO TIOJIyUTb KOHCYIBTALMIO Bpaya-
reHeTuka. Jnsg nomydenns stoif KOHCYIBTaNH HEOOX0AMMO 06paTHTECH B MEIMKO-
T'CHETHYECKYH0 KOHCYIBTAIIHIO 110 MECTy xurenbcTBa. MX mepedyens wmeercs na
cauTe Menuko-renerTuueckoro HIEeHTpa um. akagemuka H.I1.Boukora https://med-
gen.rw/ B pasuene «CrenuammaeTanss. Takue xoHcympTanmn TaxKe [IPOBOASTCS B
®I'BY HMUIT ATull umM.B .M. Kynakora Munznpasa Poccun (ncagp.ru).

Ilpu momospenwn wa TCHETHIECKOe  3aboneBanHue OyaeT HasHauen
TCHCTUYECKMI aHamM3 peGeHKy u ero POITETIAM, €r0 pPe3yibTaThl MTO3BOJST
OTIPEICINTE FEHETHIECKYIO IPUPO.TY 3a601€BAHMS 1 OLICHHTE PHCK €TO MOBTOPEHHs
Y HOCICOYIOUIHX JIETEH.

Ecim Gymer Brisenen BapuaHT de novo, To puck IIOBTOPHOTO POXKJICHHUS
pebeHKa ¢ Takoif matomoruel HUsKui (mo 5%). B stom ciydae uenecoobpasna
CaMOIIPOM3BONIBHAS OEPEMEHHOCTh, M0 KENAHHIo pozuTene B paHHEM cpoke
MOKET OBITh IPOBEEHA IPEHATAIBHAS /IMATHOCTHKA (OHOTICHS BOPCHH XOPUOHA B
9-10 Henens 6epeMeHHOCTH) Ha JJagHoe 3a0oneranue,

Ecnn xe BemsBmeno, uro PONUTCIN ABIAIOTCS HOCHTEISMH IATOTCHHOIN
MYTallnH, CBA3aHHON C PELIECCUBHBIM 3aboJieBannem, To, kak GBLTO TOKA3aHO BLIIIIE,
PHCK TIOBTOPHOIO pOXKAEHHs pebeHKa ¢ TaKoMH aToJIorHeik 25%.

Ecmu 8 pesynerare o6cienosanus BPa4OM-I'€HETUKOM yCTAHOBIIEH BBICOKHI
PHCK  TIOBTOPEHUS 3a00JTEBAHUS B CeMbe, BOIMOKHO IIOIOUTH K BOTIpoCy
[VIAHUPOBAHMA CEMBM C  pPasHBIX  OMIHIL. Koncympramun o BOITpOCcam



ILIAHMPOBAHUS OEPEMEHHOCTH HPH BBICOKOM PHCKE IEHETHYECKOH MaToNorum
MOXKHO nonyquts 8 ®I'BY « HMUI] ATII um. B Kynakosa» (ncagp.ru).

Ecnu y Takux pojureneit HaCTyIIHII1a CaMOTIPOU3BOILHAS GepeMeHHOCTE, To
HEO00XOIMMO Ha paHHuX cpokax (9-10 nenens OepemenHOCTH) MpOBecTH BHOTCHIO
XOPHOHA M IPEHATATBHYI0 IHATHOCTHKY C IE/bIO BBIABJICHHS CTATyCa TIONa —
3MOPOB OH, ABIAETCA HOCHTENEM HIH, YHACIE[0BAR TIATOJIOTMYECKHUH TeH OT 060mX
POAMTEIICH, POIUTCs GONBLHEIM, B HOCJICIHEM CITyYae Iepeji pOAUTENSIMH BCTaeT
HEJICTKUH BEIOOp HanmbHeHIeit Cyas0BI 3TON GepemeHHOCTH. His Toro, urobur
BOBPEM: IPOBECTH NMPEHATANBHYIO ANATHOCTHKY, HY)KHO KaK MOJKHO PaHbINe [oclie
HACTYIUICHHA OCPEMEHHOCTH OGPaTHTBCS B KCHCKYI0O KOHCYNBTAIIUIO II0 MECTY
KUTEJILCTBA, IPENOCTABUB Bpady HH(GOPMAIIHIO 0 3a00JICBaHMHM CTApIIero peGenka
B CCMbC, NaHHEIC I'€HETHYCCKHMX HCCIEN0BAHMI pebeHka u pomurencii u ApyTHe
MMCIOIHECS METUUUHCKHIE TOKYMEHTHI.

Bosmoxen w mpyrois NyTh, KOTZA Ha IIOMONIb CEMBE TPUXOMAT
BCIIOMOraTe/IbHBIE PENIPONYKTHBHBIC TEXHOIOTUM — HPOBEICHHUE TIporeypsl KO
C IIPCHMINUIAHTAUMOHHBEIM I'€HEeTHYCCKUM TecTrpoBanueMm. Jns Toro, wro6e
HONYIMTh SMOPHOH, HE YHACIIENOBABIIUIL OT POJMTENIEH TEH C MaTONOrHYecKo
MyTallUeH, Ha [EPBOM ITare UPOBOZAT  CHIELMANbHBIMU  MEIHITMHCKHMHU
HPelapaTaMi CTUMYISIIMIO OBYIANMH C TeM, YTOGLI HNOIIYYHTE 3HAYUTEILHOE
KOMMHECTBO  snekneTok. Mx momyuaror HOpu  mpoBemennn 6e3000e3HeHHOM
HMPOLCHYPEI - IYHKIMK Baranuma. [lotoM nposossr OIUIOAOTBOPEHHE ANLEKIETOK
CHICPMOH MYy’Ka U B CIIELUATBHOI cpeje IPUCTYNIAOT K BLIPAIMBAHHIO SMOPHOHOB,
KOTOPOE IUTMTCS HECKOMIBKO HEH. 3aTeM st HpoBemenys TECTHPOBAHUS 3a0UpaloT
HCCKOJIEKO IJICTOK HApY:KHOTO clos aMOpHOHA - TPOMIKTONEPMEL, UTO, KaK yike
AOKA3aHO, HE UTPHHECET HUKAKOIO Bpena SMOpHOHY, a camu SMOPHOHEI
SaMOPAKHMBAIOT 0 IIONYYEHHs Pe3yIbTATOB (kpuokoncepBupyior). Ilocie
MPOBCIICHAA IEHETHYECKOr0 aHAIN34 B MATKY I10/ICAKHBAIOT SMOPHOH, KOTOPKIH He
YHACTICA0BA TCHETUMECKOro 3a60meBanis. Eciu moiydeHo HecKoIbko 3I0POBEIX
OMOPHOHOB, TO OCTABIIHECS 3AMOPOXKCHHBIE SMOPHOHEI MOKHO XPaHHTh M
NEPCHOCUTE B Oy yIieM, YTo6B POIUTS elie 3MIOPOBBIX JETEH.

CXeMaTHYHO BO3MONKHOCTH CCMBH, MMEIOIIEH pedeHKa ¢ reHeTHYecKO
[IATOJIOTHeH, TI0OKA3aHbI Ha pUC.3.



leHeTuyeckoe uccnegoranme —
BbIABNEH [eHETHYECKMI
BapKaHT, ofbACHA oW Mt

COCTOAHKA pebeHka

KOHCYNbTaUmMA reHetika + onpegenexue
TaKTUKM M NaHMpPoBaHKA PoXAaeHUa
3A0poBoro pebeHka
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MpeumnnanTauvontore TEHETUYECKOE TeCTUpOBaHHe
ambpuoHa
(sa cuer OMC NPU Hannuumn onpenenerHpix
sabonesanii y GobHoro pebeHka)

Ha paHHux cpokax - Guoncus
XOpHOHa
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Mpu BbIsBACHUM 3a60neBaHMA — g? Mepexoc 3poposoro amBpuoHa (97% pomaenus
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CEMbS ocyllecTAfeT FEHETUYECKW 340poBOTo pebeHKa — 3% - pUCK
PENPOAYKTUBHLIN BbIBOp BO3HMKHOBEHWA MyTaumu De Novo)

Puc.3. Mapuipym podumener; pebenxa ¢ 2enemuyecrkumn sabonesanuen.

B mupe u B Poccun HAKOTICH OrpOMHBIH OIBIT mpoBenenus KO 4
[IPCUMIUTAHTALIMOHHBIM  TCHETHYCCKUM TECTHpOBaHMEM Ha  MOHOIEHHOE
3aboeBanme (IIT'T-M) & ua CTPYKTYPHBIE XPOMOCOMHBIE LIEPECTPOHKH (III'T-CI17).
B Tentpe Kynakopa [IPCUMINIAHTALHMOHHOE I'eHEeTHYeCcKoe TECTHPOBAHHE
SMOpPHOHOB BHEPeHo B 2013 roay. 3a 13 net uccnenoransr 19 Thicsy SMOpPHOHOB
A7 O0NIee YEThIPEX THICTY CYIIPY)KECKHX TIap.

C 2026 r. Havato BEmMONHCHME 51HX TEXHONOTHH B mporpamme OMC o
OLPCACICHHOMY IIEPEYHIO IeHeTHYECKIX 3ab01eBanui, KOTOPBIA B Oyaymiem Oyer
PaclIupsTHCS.

JTH JaHHEIE TIO3BOJISIOT C OLTHMH3MOM CMOTPCTh Ha NEPCHCKTUBY CEMbH,
MMCIOIIEH PEOCHKA ¢ TEHETHYECKIM sabomeBanuem. Takas cembst uMmeer BCE€ IIIAHCHI
Ha POKICHUE 3T0POBLIX IETEH, KOTOPHIE IIPAHCECYT CYACTBE POAUTEIISAM,

Ipu pemennn Bonpoca o remermaeckx obcieoBanmsX u BEIGOpE METOJIOB
JICICHUA Y CEMBU MOTYT BO3HHMKHYTE CCPBLESHBIC STUIECKHE BONPOCHI, COMHEHMA,
CTpaxu. B oTuX ciydasix monesmn KOHCYTBTALMHU IICHX0JI0Ta, KOTOPHIE TIO3ROIST
CEMBE WM30aBUTHCA OT JIOKHBIX CTPaxOB W ONACeHMH, HOIYYIUTDH HMOMJEPKKY B
IIPEONIOJIEHUH TPEBOT W COMHEHUH II0 nosoxy Oynymero peGerxa, IPUATU K
OCO3SHAHHOMY PCIIEHHIO O POKICHIM [IOCHCTYIOMIMX 3A0POBEIX JCTEH.



