leHeTM4yeckaa nHeopMaumsa onp’nqu H*;”
6oMblUeN CTeNeHU, YeM Mbl MPUBbLIKN AyMaTh, —
0COBEHHO B TOM, YTO KacaeTcd 300p0BbA. Kém%eHHo 3TO
MPOUCXOOMNT, YTO AenaTb, UToObl He NepenaTb CBOWM Bone3Hu
OEeTAM, N Kakme GaKTOopPbl BaXKHO YUYMUTbIBATb

MNpPW MIaHWPOBaAHUM CEMbW, PaccKasanv U3BECTHble
POCCUIMCKME YyUYeHble — 3aBeayWMIM OTAENTOM MTEHOMHOM
MeanunHbl M. B.C. bapaHoBa HW um. [1.O.OTTa,

0.6.H. AHgpen CepreeBumd [MOTOB 1 3aBeAYOLLIMK OTOE0OM
SKCMepPUMEHTaNbHOM MEOUNLIMHCKOM BUPYCOOTM 1K,
MOMEeKYNAPHOM reHeTUKM n brobaHkmHra AHKLINB

OMBA Poccum, K.6.H. Oner CepreeBud [NotoB



MOW MEOUNLWMHCKUWN XYPHATI

"

O TOM, YTO MMEHHO ONPEAENAFIOT FEHbI
N KAK TEHETUYECKHUE TECTbl MOMOTAIOT
BbIFBJ19Tb 3ABOJIEBAHUA ELLE

AO POXXAEHNA PEBEHKA

EHeTUKa onpenendeT O4eHb MHOTOe — BO3-
MOYXHO, BOOOLLIEe BCe, TOIbKO Mbl Moka 06
STOM He 3HaeM. Hanpumep, paHblle cumn-

Ta/NOCb, YTO MCUXONOrMYECKME XapaKTEPUCTUKM

YyenoBeka Ha 30 % 06CcyCnoBeHbl ero reHaMu, a Ha

70% — oKpy» KatoLLen cpenon. Ho yr>ke ycTaHoB-

JIEHO, YTO 3TO COOTHOLLUEHME KaK MUHUMYM «50 Ha

50», 1, BO3MOXXHO, MO Mepe NPpoBeEHUS HOBbIX

MCCiefoBaHMM OHO eLle M3MEHUTCS.

CerogHg yyeHblM M3BecTHO 6onee 10 Thicay
3ab0/1eBaHNI, Pa3BUTME KOTOPbIX AOCTOBEPHO
CBSA3aHO C FrEHETUYECKUMU MyTaLMaMU, 1 BCe
NX MOXXHO OMArHOCTUPOBATb — TO/IbKO Pa3HbI-
MW MeTodaMu. Kaxkablv TECT MMEET CBOU orpa-
HUYEHUSA, HO, KOMOUHUPYS X, MOXKET BbIABUTb
daKkTMyeckmn Bce.

[1pW 3TOM eCTb 1 601e3HU, MPUYMHbBI KOTOPbIX
MOKa TOYHO He YCTaHOB/EHbI. ECTb mogo3peHume,
YTO OHM CBSA3aHbl C FeHaMu, T. K. 3ab6oneBaHmMs Ha-
ONtOAAIOTCH B CEMbSIX U3 MOKOMNEHUS B MOKONeHme,
HO eLlle He BbIgBIEHbl HU FreHHbIE, HM XPOMOCOM-
Hbl€ M3MEHEHWS, KOTOPbIMU MOXHO 6bIN0 Bbl KX
0BbACHUTL. BnpoyeM, Takmx MaToNornii octaeTcs
BCE MEHbLLE, MOTOMY YTO METOAbl FEHETUKM MNO-
CTOSIHHO COBEPLUEHCTBYIOTCS.
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AHppein Cepreesuy
rnortos

3aBefnywLumMin oTAenoM
reHOMHOM MeguLMHbI
nm.B.C. bapaHoBa

HNWN um.0.0.07Ta, 4.6. H.

Oner CepreeBuy
fotoB

3aBenyloLnM OTOEN0OM
SKCMepUMEeHTalbHOM
MeaULIMHCKOM BUPYCONornu,
MONEKYNAPHOM FreHeTUKMN

n 6nobaHkmMHra JHKLNB
DOMBA Poccuu, K. 6. H.

roctm HOMEPA

YTo KacaeTca penpoayKTUBHbIX MoTepb (6ec-
nnogue, HeBblHalLMBaHME BepeMeHHOCTU U Ap.),
TO paHblUe CHMUTANOCh, YTO 25-30 % 13 HKMX CBA3a-
Hbl C MOHOIFeHHbIMUW 3aboneBaHUaMm, 10-15% —
C XPOMOCOMHbIMMW, a BCe ocTalbHoe (bonblue
50%!) oTHOCKNOCHb K KaTeropum «BPOXAOEHHbIX
MOPOKOB pPa3BMTUA». HO NocTeneHHO, Mo Mepe
Pa3BUTUA HAay4YHbIX METOOOB UCCeQoBaHUM,
y4eHble CTanm MOHMMaTb, YTO 3a MOAABAAOLLNM
6ONbLUMHCTBOM PEnpPOaYKTUBHbIX MOTEPb CTO-
AT MOIOMKM reHoB. M YyeM b6onblie y Hac byaeT
MHPOPMaLLMKN, TEM MEHbLLIE OCTaHeTCd TaKMX
«B6enblx MAaTeH», TO €CTb Mbl CMOXeM MOMOYb
6onblleMy KONMMYeCTBY Map, KOTOpble XOTAT PO-
onTb geTen.

C HacneacTBeHHbIMU 3a60/1€BaHMAMM MOXKHO
CTONTKHYTbCS Ha NMtoboM 3Tarne penpoayKTUBHOro
LUKMa: NPy NNaHMPoBaHMM BepeMeHHOCTH, aHa-
nn3e sMO6pPKMOHa, BO BpeMs BblHaLLUMBaHWS, Cpa3y
rnocne poxxaeHuns pebeHka, B AeTCTBE M OarXke yrKe
BO B3pPOC/IOM BO3pacTe. YTo KacaeTcqa BPpOXKAeH-
HbIX MaToNorMim (cMHgpom LdayHa, CMHOPOM 34-
Bapadca v Ap.), OHW BbIABNAOTCA B OCHOBHOM
Ha aTane pa3BuTMa sMBpUOHa, B paMKax npe-




& & Y066 varcumansio nosvicums wanc POdHCOEHUSI 300POBO2O
pebeHka, nyuuie npoumuy 2eHemuyeckKoe mecmuposanue

U HA HACIeOCMBEHHbIe, U HA 8POHCOeHHbIe 3a001e6aHUs —
Ce200Hs1 IMO 803MONCHO Yxce Ha 10-i nedene bepemenrHocmu 5y

HaTaNbHOM OMArHOCTUKMN.
Mo3ToMy AN4A TOro, YTobbl
MaKcUMasibHO MOBbICUTb
LaHC POXXAEeHWSA 300POBO-
ro pebeHkKa, nydylle NponTn
reHeTM4Yeckoe TecTMpoBa-
HMe M Ha HacNedCTBeHHbIe,
M Ha BpOXKaeHHble 3aboe-
BaHWA — CerofHga 3TO BO3-
MOXKHO yyke Ha 10-11 Heflene

6epeMeHHOCTW.
BonbWWMHCTBO reHe-
TUYECKMX TEeCTOB BbIMOS-
HAeTCAa Mo KPOBU, TO €CTb
nauMeHT NpocTo cpaeT
aHanus, a Bce ocTalibHoe
aenatT reHeTuku B nNabo-

paTopun. bonee Toro, B paMkKax HEMBA3UBHOIO
npeHaTanbHoro tectmpoBaHua (HAMT) BbIABUTL
BO3MOXHble XPOMOCOMHbIe HapyLleHna y nnoaa
MOXHO abconTHO 6e3omnacHo ang éyaylle-
ro pebeHka: ero AHK BblgenaoT U3 BEHO3HOW
KpOBW MaTepu.

O TOM, KAKHME TECTbl HY)XHO COABATDb
n KAK NPABU/TbHO MHTEPMPETUPOBATb
X PE3YJNIbTATDI

MHOrMe CUNTAIOT, YTO MOXKHO MONYYMUTb OTBETbI
Ha BCe BOMPOCHI, y3HaB CBOM reHoM. Ho € TOUKM
3peHus pPUCKa PasBUTUA TSXKeNbIX 3aboneBaHni,
B T.Y. BINAIOLLINX Ha PENPOOYKTUBHYO GYHKLINIO,
reHOM BCEero Ha HeCKO/bKO MPOLEHTOB NHPOopMa-
TUBHEE 3K30Ma — «KOAMPYIOLLEeM YacTn» reHoMma.
Mpw 3TOM CEKBEHUPOBaHWE 2K30Ma HaMHOIo

groupmmec.ru

C/JIOBAPb

MoHoreHHble 3a6oneBaHUA — Hac/ie4CTBEHHbIE MaTOO-
N, MPUYMHOMN KOTOPbIX ABMFAITCH MyTalUW OTOENbHbIX
reHoB. [eHeTMUYecKMe TeCTbl MO3BOMAIOT BbIABUTb MX HOCU-
TE/IbCTBO (T.€. PUCK Nepedadn NoToMcTBY) Y poauTenen,
a caMu 3Tu 3abofieBaHMa — Yy MJioOa elle BO BpeMda ero
HaxoXdeHWsd B yTpobe MaTepu

XpOoMOCOMHblIe 3aboneBaHMUA — 3TO Hac/leACTBEHHbIE
MaTO/IOT N, XapPaKTEPU3YIOLWMECH MHOXXECTBEHHbIMM
BPOXXAEHHbIMM MOPOKAMUM Pa3BUTUA U ABNAOLLMECSH
CNeacTBMEM XPOMOCOMHOro ancbanaHca BO BCeX UMM
B OOMbLLUMHCTBE KMIETOK OpraHmn3Ma (HapyLleHMs Yymcna
U CTPOEHUSA XPOMOCOM). [eHeTuYeckme TecTbl NMO3BO-
NAIOT BbISIBUTH UX BO BPeMs 6epEMEHHOCTU UMK elle 40
rnepeHoca aMbpuroHa (Mpu KO)

MynbTudakTopHble 3a6oneBaHMNsa — MaTOMOMMM, BO3HU-
Katoulne rnpm HebG1aroNPUATHOM COYETaHUM FeHETUYECKOM
MPEmAPacnooXEHHOCTU U BIUAHWSA BHELLIHEN cpenbl (00-
Pasza »X13HW, BpedHbIX MpuBbIYEK, MPodeCcCMoHaIbHOM
OeATeNbHOCTM U T.04.)

HacnencTBeHHble 3a6onieBaHUA — MaToNorm, PasBmUTUE
KOTOPbIX CBA3AHO C AedeKTaMu U HapyLeHUIMM B Ha-
cleiCTBEHHOM arnnapaTe K/eToK. MoryT nepefdaBsaTbcd OT
OLHOro UK 0OOUX POoAUTENEN, @ MOTFYT 6bITb 0BYCOBNEHDI
MyTauMaMy, BHOBb BO3HMKLLMMU Y 3apoablla

BpO)'KFI.eHHbIe. 3a6oneBaHUA — MNaToNIOrMM, CUMMNTOMbI
KOTOPbIX O@apy)i-(VIBaI'OTC‘FI TOJ1bKO MOC/ie poXXgeHnqa pe-
BeHka. Mx PasBUTMNE CBA3AHO C MyTaLlMAMU B reHETUNHECKOM
arnapage. He Bce Bpo)XOeHHble 3aboneBaHna aBNAOTCS
HacneaCTtBeHHbIMUA, N HaO60pOT!

Mopoku (aHoManmnu) pasBUTUA — OTK/TIOHEHWS B CTROEHUM
OPraHOB M TKaHEW, BO3HUKLLME B pe3ynbraTe HapyLleHns
BHYTPUYTPOBHOIro pa3BuUTUA naona 1 rnpossngwoLimeca
cpasy npu poxxaeHUn pebeHka. YacTUMUYHO MoryT 6bITb
BbIIBMIEHbl BHYTPUYTPOOBHO C MOMOLLbIO FEHETUYECKMX
TECTOB, aHaMM30B KpoBU 1 Y3



MO MEOVULUMNHCKUIN XXYPHAT

Jeliesne 1 npotlle. Ha Haw B3rnsag, UMeHHO 3TO —
onTUMarnbHaa TexHonormsa ang npodunakTUKM
N CKPUHUHIA HOCUTENbCTBA TAXKe bIX Hacnen-
CTBEHHbIX 3260MeBaHMM, OCOOEHHO NPU MNaHNPO-
BaHWM HOBOW ceMbW. KpoMe TOro, eCTb /IoKasbHble
TecTbl, KOTOpble HaueneHbl BCero Ha HeCKObKO
FeHOB UM XPOMOCOM, CBA3AHHbIX C KOHKPETHbIMM
3aboneBaHNAMM — OHW Ba)kHbl A8 MaLMeHTOoB,
KOTOpPbIe 3HAOT CBOM PUCKM.

Ho B nto6oM cnyyae v A4 HasHayeHus Hamnbo-
nee MHGOPMATMUBHOIO TECTA, M 419 NPaBUIIbHOM
MHTEpMNpeTaumMm ero pesynsLraToB Heobxoarma
KOHCYNbTalLMg Bpada-reHeTmKa. Ecnv 300poBbii
YeroBeK, y KOTOPOIro HEeT HUKaKMX »anob, akTo-
POB PUCKa, PeNPOAYKTUBHbIX 3a4a4 UT.O., Xo4yeT
obcnenoBaThca MPOCTO U3 NMoBOoMNbITCTBA (UTOOLI
6onblUe 3HaTb 06 0COBEHHOCTAX CBOEMN MreHeTU-
YecKoM HacnenCcTBeHHOCTH), Mbl peKoMeHayeM
He reHOMHbIM, @ 9K30MHbIM TecT. Ecnuv npuxoauT
napa, NNaHupytoLLas 3aBecTu pebeHkKa, coBeTyeMm
OHOMY M3 MapTHEpPOB cAenaTb reHeTuJyeckKoe
TEeCTUPOBAHUE, N eC/IN OHO MOKaXKeT Kakne-To
PUCKU, MpULenbHo obcnenyeM BTOPOro napTHepa
MMEHHO Ha BbIAB/IEHHbIE U3MEeHeHUS.

Mpobnembl ¢ 6ecnnogmeM 1AM HeBbliHaLLM-
BaHMEM MOTyT 6bITb CBSA3aHbl KakK C OPraHM3MOM
MaTepwu, TaK 1 C CaMUM MIOAO0M, @ MHOTOA U C KOM-
BUHaLMEN reHoB «MaMa-nana-nnoa». B Takux
Cny4asax NCCcredoBaHMsa Ha3HaAYaTCH OT MPOCTOro
K CITOYXHOMY: CHa4daa npoBepaeM XpOMOCOMbI,
MOTOM reHbl, MOTOM Ae/1aeM 3K30MHbIN TecT. Koraa
K HaM obpallaeTca ceMbsl, B KOTOPOW y»Ke eCTb
pebeHOoK C cepbe3HbiM 3abo/1eBaHNEM U OHK MNa-
HUPYIOT POOUTb BTOPOIO, Ny4lle BCero caenaTb
MpuLenbHbIXA TECT B 3aBMCKMMOCTM OT AMarHosa.

B Ka)XOOM KOHKPETHOM crly4ae Bpad-reHeTuK
onpenendaeT onTUMabHbIA MyTb AMAarHOCTUKMW,
4TO6bl BbICTPEE MONMYUNTb Pe3ynbTaT U HayaTb
Tepanuio. K coxxaneHuto, B Halle cTpaHe cylle-
CTByeT cepbe3Hblv 4edULUT KagpoB — Bpaden-
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‘ ‘ Umobuwl bonvue
3HAMb 00 0CO-
benHocmsx ceoell
2eHEemMU4eCcKou
HACIEOCMBEHHOCTIU,
Mbl peKOMeHOYeM
He 2eHOMHbI,

a DK30MHbILL mecm ’ ’
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- :
BA3OBbIE MNOHATUA TEEHETUKUA

OHK — Monekyna, kotopas C(?J:Lep—
XXUTCH B KleTKax 1 obecnedmsaeT
XpaHeHMe 1 nepenadvy HacleacTBeH-
HOWM MHbOoPMaLMM

FeH — yyacTok Monekynbl OHK; oc-

HOBHaaA eOMHMLIA HAacNeOCTBEHHOM DNeoitHas

MHbOPMaLIMK (OCTaeTCd HeM3MeHHOM  cnupanb OHK

B TEYEHUME BCEN KU3HU l—Ie}'IOBel-(a)

XpoMocoMa — Morekynia OHK, coe-
ONHeHHas co creLmanbHbiM 6e1KoM
(MOXXeT MEHATbLCS B MpoLiecce pa3Bu-
TUS OpraHn3ma)

reHeTMKOB OYeHb Masio, 0COBEHHO B permoHax.
Mo3ToOMYy C penpoayKTUBHbIMU NpobrnemMamMm
HacneACTBEHHOM MPMPOAbl Yalle BCero cras-
KMBaKOTCA aKyLUepbl-TMHEKOMOrM U penpoaykK-
Tonoru. B noeane oHW HanpaBnalT NayMeH-
Ta K FeHeTUKY, TOT Ha3Ha4yaeT TeCTUPOBaHME,
aHaIM3MpyeT NOJNlyYeHHble pe3ynbTaThl, gaeT
3aK/4YeHne U NepegaeT AaHHble nevawemy
Bpayy — B TaKOM cllydae yoaeTca 4OCTUYb Hau-
nyywero addekTa.

Ecnm 13 aTon uenoyku
ybpaTb Bpada-reHeTmKa,
naymeHT NonyyYmT HEKOP-
PEKTHYIO UNN HEMOMHYO
MHTepnpeTaumnto pesynb-
TaTa. MHorga maumeHTbl
cCaMu COAlOT TecCTbl, HO Mo-
TOM BCe paBHO MpuxoaaT
K HaM 3a KOHCyNbTaumen.
Benb nony4dms mn3 nabo-
paTopwvun OTBET «Aa, y Bac

om OudazHo3a

Anpo Xpomocoma

CeepHyTasa

OHK

TaKada-TO NOJSIOMKaA FreHoB.,
M OHa NpwvBena K BbIKMUObI-
LY», YTO YeOBEK OO/HKEH
nenatb? Ero uenb—He no-
NY4YnTb 3TOT OTBET, a pPO-
OWNTb 300POBOrO pebeHkKa.
N TONbKO Bpay-reHeTmkK
CMOXXeT MOMOYb OOCTUYb
aTOM uenwu.

& & Kocoa x nan oopawaemcsi
cembsl, 8 KOMOPOLL yice ecb pede-
HOK C cepbe3HbIM 3a00aesanuem

U OHU NIAHUPYIOM POOUMb 8IOPO20,
Jyduie 8ce2o coenamo
NpUYeIbHbIlL Mecm 8 3a8UCUMOCTIU
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MOW MEOVLMNHCKUIN XYPH

O NOBbIWLEHAN
CPEOHEINO BO3PACTA
MATEPUHCTBA C TOUKU
3PEHUA TEHETUKU

B cuny o6beKTUBHbIX
coumManbHbIX MPUYUH
cpefoHWIM BO3pacT NoaB-
neHuns nepporo pebeH-
Ka 019 XeHWWH cerogHsa
npubnunsmnca kK 30 rogam.
MHOrme poXatT nep-
BEeHLa elle No3)ke, a BTO-
pble-TpeTbM OeTn 4acTo
noaBnaTCA, Korga Ma-
Tepu y>xe ganeko 3a 40.
BesycnoBHO, MeounuUMHa
(M reHeTMKa B YaCTHOCTW)
cerofHsa wWarHyna gane-
KO BMepen.Y Bpayen ecTb
TEXHOMOrMK, MO3BONALO-
uwme poauTb 340POBOMO
pebeHKa 1 B OCTATOYHO

k& Crounu 3peHus epava-
2EHeMUKA, UOeabHbIU BAPUAHT —
pooumv nepsoco pebenxa 0o 25—30

nem. Ecau dice bl xomume omanodxicumo

amom 8onpoc, coavme c80u Ouo-
mamepuan Ha XpaneHue 6 cneyua-

(11 C sKoHOMUYECKOU MOYUKU 3peHUsl, 8Cce Npoyeoypbl,

KOmopbvle N0360JI5110M nape pooums 300pP08020
pebenka, mpebyrom MeHbUUX 3ampam, yem cooep-
JIcanue poousuie2ocs 601bH020 pebeHKa 5y

nosaHeM Bo3pacTe.
Mpexxpe Bcero, 37O

npeHaTallbHad ANarHOCTun-

Ka Ong NCKt4YeHnd pun-

JIUBUPOBAHHBIU OUOOAHK 3apaHee 5y

CKa pasBuUTMA NaTonormm
y nnoda u nccnenosaHus
paHHUX BLOMapKepoB T4H-
YKeIbIX OCMTOXHEHUI bepe-
MEHHOCTU (BbIABMB UX Ha
10-1 Hegene, MOXXHO CKOP-
PeKTUpOBaTb MpoTEeKaHMe
bepeMeHHOCTU, 4YTObbI
CHU3UTb PUCKU ONA MaTe-
pv U pebeHkKa). Ho Hy>XHO
MOHMMaTb, YTO BCE 3TO CO-
MPSaXXeHo ¢ MaTepuarnbHbl-
MW 3aTpaTaMu 1 onpepne-
NEeHHbIMU YCUNUAMM.
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C TOUKM 3peHna Bpada-reHeTmKa, naeanb-
HbI BapWaHT — POOUTb NepBoro pebeHka 0o
25-30 net. Ecnu »ke Bbl XOTUTE OTMIOXKUTb 3TOT
BOMpPOC, coanTe cBOM BroMaTepmarn Ha XpaHeHune
B CneLmanm3npoBaHHbI 61MobaHK 3apaHee, koraa
AVLEKNEeTKMN XN3HeCrnocobHbl: Tak Bbl obecne-
ymTe cebe BO3IMOXKHOCTb POXKAEHUA 300POBOrO
pebeHka B ByayLleM U U3BEXNTEe MHOTMUX MPO-
6neM. K coxaneHuto, C BO3pacToM yBeTMUYMBatoTCA
M reHeTnYeckme pUCKK, 1 «bykeT» 3abonesaHni,
KOTOpble pa3BMBAOTCA Yy poauTenemn, — Bce 3To
Cepbes3Ho BAMAET Ha 3[00p0Bbe Nnona v pebeH-
Ka. MoaToMy ansg Toro, YTobbl MOTOM He »KaneThb,
nydlle cniaHMpoBaTb BCe 3apaHee.
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KoHe4YHO, ecTb BpOXAeHHble 3aboneBaHug,
KOTOpble HEBO3MOXHO MpeackKasaTb, T.K. OHU
BbIABMAIOTCA TONbKO B NMpoLecce 6epeMeHHOCTM.
Ho, roBopa 0 MOHOreHHbIX 3aboneBaHUAx, Mbl
HageeMcs, YTo oHaXKObl Y KaXXAoro yenoseka
OyneT CBOM reHeTUYeCcKMIM NacrnopT CO BCEMU
OaHHbIMU, U KaXkaad napa CMOXeT, cornocTaBnaqa
CBOU PUCKMU, 3apaHee 3arnjaHnpoBaTh bepe-
MEHHOCTb U POXAEHME 300PpOBOro pebeHka.
STO NO3BOIUT PELLNTb MHOTME colMalnbHble
rnpob6reMbl M N3bexaTb TOro BpeMeHUn, KoTopoe
CerogHs NoXXMTCH U Ha CEMbIO, M Ha roCyaapcTBO
c nosBneHneM pebeHka c cepbe3Hon BonesHblo.
OTMETUM, UTO C SKOHOMMYECKOW TOUKM 3peHmnq,
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BCe NpoLlenypbl, KOTOpble MO3BOAAOT Nape po-
OWTb 300poBoro pebeHka, TPebyoT MeHbLLMX
3aTpaT, YeM cofepaHune poameLleroca 6osb-
HOro pebeHka.

O POJIU TEHETUKU B PEMPOAYKTUBHOW
MEOUUUMHE

MHoOrme napbl CTallKMBAOTCA C HEBO3MOXK-
HOCTbIO CaMOCTOATENIbHO 3a4aTb UM YCMELHO
BbIHOCUTb pebeHKa, M Ha MOMOLLb MM NpUxXoaaT
pPenponyKTUBHbIE TEXHOMOMMK, B YaCTHOCTU IKC-
TpakopnopanbHoe oniogoTBopeHume (IKO). Bpa-
YM-reHeTUKM HEMOCPEACTBEHHO yYacTBYIOT B MJia-
HWUPOBaHMK M MOOAEPIKKE TaKOM BepeMeHHOCTH.

K coxxaneHuto, cerogHa 3aKoOHOOAaTENbCTBO
0693bIBaeT DKO-UeHTPbl MPOBOAMTbL TECTUPOBA-
HWe TO/IbKO Ha XPOMOCOMHbIE MAaTONOMMM, MO3TOMY
HeKoTopble HeJob6poCcoBEeCTHbIE OpraHM3aL MM
2KOHOMAT Ha TECTUPOBAHWMM MOHOIMEHHbIX 3a-
6oneBaHM. M3BeCTHbI CllyYau, Korga OoHopbI
CnepMbl OKa3bIBaIMCb HOCUTENAMM CMMHAMb-
HOM MbilleYyHoM aTpodum (CMA), MyKoBMCLIMAOO3a
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‘ ‘ Mo3zauunwvie

IMOPUOHDBL (COUe-
marowue Kiemxu

C «XOPOUUMUY

U «NIOXUMUY
Xpomocomamu)
Mo2ym 8 npoyecce
Pas3eumusi MEHsMbCs,
u30asaAACH OM «NJ10-
xuxy kiemox g iy
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M OPYrUX Cepbe3HbIX MaToNorMi, B pesynbrate
yero poxkaganumcb 6onbHble AeTW. No3ToMy OYeHb
BayKHO 06palllaTbCa B Cepbe3HbIe LIEHTPbI C XOPO-
Wwemn penyTalmen 1 Bceraa 3anpallnBaTh MoHYyo
MHGOPMaLMIO O 3[0POBbe JOHOPA.

YTo KacaeTca 3MBPUMOHOB, TO CeMYac B Hay4YHOM
cpefe VAET OAMCKYCCUA O TOM, HY>KHO 11 BCe U1X
TeCTMPOBaTb Ha XPOMOCOMHbIe naTonornu. Jeno

B TOM, UYTO T. H. MO3aM4Hble SMOPUOHbI (CoueTatoLme
KIETKM C «<XOPOLLIMMU» U «MNTOXMMU» XPOMOCOMaMW)
MOTyT B NpoLEecce pa3BUTUA MEHATbCS, M36aBNaaCh
OT «T/TOXMX» KNETOK. PaHbLUe, koraa 06 3ToM He 6b1110
M3BECTHO, TakMe 3MOBPUOHbBI HE Nepeca)kmMBanu.
W ecnun, HanpuMep, y napbl 66110 10 3M6pUMOHOB, ABa
13 KOTOPbIX MMENM aHOMaIMK Pa3BUTKS, @ BOCEMb
6bIM MO3aMNYHbBIMU, 3TO CUMUTANOCH MPUrOBOPOM.
Cewyac Mbl MOHUMAEM, YTO PUCKK eCTb, HO OHU He
TaK BEUKW, M NCMNOMb3YEM KaXKObl LWaHC.

B pamkax 9KO (a 3To Loporoctoaume TeEXHO-
NOrnm, Ha KoTopble TPaTUT cpeacTBa NMbo cama
ceMbs, NM60 rocydapcTBoO, B paMKax oKa3aHus

roctm HOMEPA

MeOMNLMHCKOMN MOMOLLM MO
OMC) 27O o4YeHb Ba)kHO.
Be3 reHeTunyeckoro o6-
cnefoBaHUa NpUMeHeHue
TaKUX TEXHOMNOT MK MOXKET
MPUBECTU K TOMY, UTO XKEH-
LWMHa 6e3ycreliHo genaeT
AeBaTb NpoLlenyp, Ha oe-

CATbIN pa3 BCe HaKoHel|
nony4yaeTcs — M MOTOM
MPOMCXOOUT BblKMObILL.
CTtonno nu 3aTpadmBaThb
COTHMW Tbicad pybren Ha
2KO, He npoBeasa reHeTuU-
yeckum TecT 3a 20 Tbicad
pybnem n He BbIACHUB,
4TO Yy MAUMEHTKWM eCTb
XPOMOCOMHasa MOMOMKa,
KOTOpada aBTOMaTUYEeCKM
NPWBOOUT K HEBbIHALLW-
BaHMIO npoga?..
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O PE3YJIbTATAX MUITOTHOIo CKPUHUHTA
HOBOPOXXOEHHbIX HA CMA B NETEPBYPIE

MepBbln B POCCUMU MUAOTHbLIN CKPUHUWHI
HOBOPOXAEHHbIX Ha CMUHAMbHYIO MbILLEYHYO
aTpoduio (CMA) 6bin 3anyuweH B HAW ATuP
M. .0.OTTa B okTa6pe 2021 roga 1 npoaonian-
€A 00 KOoHUa 2022 rofa. 9TOT MPOEKT, 3aAyMaHHbIN
HalWWM yyuTeneMm, Bbi4aloLWMMCA FTEHETUKOM,
OCHOBOTMO/TOXXHUKOM OTe4YeCTBEHHOMW MpeHa-
TanbHOW OMarHocTukn Bnagmncnasom Cepre-
eBmyeM bapaHOBbIM, MMes FMaBHOe OT/InYKMe OT
aHasIoroB, KOTOPbIE 3aTEM 3aMyCTUAN B OPYIrUX
permoHax — oH 6bl1 HaLeeH Ha BbigBeHne He
TONMbKO 6OMbHbIX HOBOPOXAEHHbIX, HO M HOCUTEe-
nen aTom NaTtonorun.

CnrHanbHag MbllleyHada aTpodusa — 3To OQHO
M3 CaMbIX TSHKembIX Hac/1eACTBEHHbIX 3aboneBa-
HUIN. Hanbonee pacnpocTpaHeHHada ero dopma
pa3BMBaAETCH B MepBble NoAroaa »}mM3Hm peberHka
M, Kak MpaBuno, MPUBOOUT K NeTalbHOMY UCXOAY
B TedeHue OByx NneT.
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4 1 Ceeo0Hs cyue-
cmayom 3¢ghghexmues-
Hble npenapamol
ons mepanuu CMA,
HO yCcnex Hanpsamyro
3asucum om epemenu
ee Hayana: npuMeHe-
HUe Jlekapcmea 00
Nos6AEeHUsL CUMNMO-
MO8 N0360J15em
docmuyb NOJIHO20
usneveHus 5y

groupmmec.ru

Bnapucnas Cepreesuy
BbapaHoB
(1940 - 2022 rr)

OOWH 13 ocHoBaTenen
POCCUNCKOM NpeHaTanbHOMN
OWNAarHOCTUMKK, OOKTOP
MeaOMLIMHCKUX HayK.
MNepBbIM B MUPE BblOBUHY/I
mnoeto «freHeTn4YecKoro
rnacnopTa». PaspaboTaHHas
B.C.bapaHoBbIM KOHLLEMNLUUS
TECTUPOBaHUA «reHOoB Npefa-
pacnonoXKeHHOCT»

nerna B OCHOBY HOBOIO
Hay4YHO-MPaKTUYECKOro
HanpaBieHna — NPeonKTUB-
HoW (MpodurnakTUyecKon)
MeaULMHbI

‘ ‘ B pesynomame
CKPUHUH2A Mbl
8bIABJIAAU HOCUmMEN el
CMA, m. e. mex,

Kmo He Oolleem cam,
HO uMeem «NnOJOMKY»
2eHa u Moicem

8 Oyoyuem nepeoamsn
OonesHb ceoUM

oemsm ’ ’

roctm HOMEPA

CerogHs cyulecTBytoT adPeKTMBHbIE Npena-
paTbl ong Tepanumn CMA, HO ycnex Hamnpamyto
3aBUCUT OT BPEMEHM ee Hayaa: NpUMeHeHne
NlekapcTBa 4o NoABNEHUA CMMMATOMOB NO3BOMNAET
OOCTUYb MOMHOTO U3NeYeHK s, a ecniv BonesHb yxke
NposaBUMSIaCb — TOMbKO MPOASINTb XXMU3Hb NaLLM-
eHTa. [103TOMY O4YeHb BaXKHO KaK MOXXHO paHbLLe
BbIABUTb BOMe3Hb. B paMKax MMMIOTHOMO NpoeKTa
019 AMarHOCTMKKM MCMOb30BasiCa TECT, KOTOPbIM
ABNAeTCA MOTHOCTbIO POCCUMCKOM TEXHOMOINEN:
OH pa3paboTaH B MHCTUTYTe OTTa U ONg NpoBe-
neHna TpebyeT NMLLb HECKOMbKKMX Karneb KPoBMU
M3 MNATKM M1ageHLuUa.

He MeHee Ba)XHO U TO, UTO B pe3y/ibTaTe CKpu-
HWHIa Mbl BbIgBANM HocuTenem CMA, T.e. Tex, KTo
He 6oneeT caM, HO UMEET «TOJTOMKY» FreHa U MOXKeT
B GyayLueM nepenatb 60M1e3Hb CBOMM OeTaM. 3arof
OblN0 06HAPY»KEHO 4 60/bHbIX pebeHka 1 772 Hocu-
Tenda!YTo 310 faeT? Bo-nepBbix, QOCTOBEPHO Ornpe-
0envB YacToTy BCTpevYaeMoCTM 3aboneBaHus, Mbl
rmoMoraeMm rocygapcTtBy 3ddeKTUBHO NNaHMPOBaTb
CpefncTBa Ha ero feyeHue. Bo-BTopblX, HOCUTENN
3aboneBaHung, 3HaloLLMe 06 5TOM, CMOryT NpepBaTh
LIEMOYKY HacneaoBaHMs 3TOW NaTonornm. B-tpeTbmx,
Halll TeCT NO3BOMAN M36EXKaTb JTIOHOMOMOXMTEb-
HbIX Pe3yNbTaToB (B OPYIMX MPOEKTaX, KoTopble
HOCUTENbCTBO HEe BbIFBNANMN, TaKoe 6biBaso).

yuy - om

Becemepmity
Jemne.

B oTOM 3naHHW ¢
POCCHMCKWA - Y4EHbLR
MATHOCTHKH W Npep)

BAUCTIAB



‘ ‘ EcTb Takada npekpacHaa opasa —
YKNUTb HY>XHO B raPMOHMK CO CBOUMM
reHaMu. DTO 3HAYUT, YTO CTOUT C HUMMU
MO3HAKOMUTLCH, MOAPYXKUTLCA U HUYErO
He nyraTbca. JTtobble PUCKKM ceroaHs
MOXHO MpeoaoneTb, Ntobble penpoayK-
TUBHbIE NPOGEMbl MOYXHO OBHaPY>KUTb
N PeLlnTb, @ 3HAYUT, yCMeLLHO CrlaHu-
poBaTb 6epeMeHHOCTb, BIHOCUTb
N POAUTb 300POBOro pebeHkKa ’ ’

A.C. n O.C. nmoToBbI

HY>XHO MOHMMaTb, UTO BblABNEHUNE TOSTbKO
60MbHbIX — 3TO UIrpa CO CMy4YanHbIMM YMCNAMMU,
a onpepneneHune un 6onbHbIX, U HOCUTENEeMN — 3TO
JOCTOBEPHbIN pacyeT YacToTbl 3a6oneBaHUA. Mbl
HageeMcs, YTo B JasibHeNLeM NoaobHble Npoekx-
Thbl ByOyT peanm3oBbiBaTbCA C MCMOMb30BaHNEM
Hallero TecTa, MO3BOMAIOLLENrO MOMYYUTb MOAHYHO
KapTUHY. Y4eHble MHCTUTYTa OTTa 3aHUMANMCb 13-
yyeHneM CMA 6onee 25 neT, U MHOFoUYUCIEHHble
HapaboTKKN, caenaHHble 34eCb, MOryT peanbHO
MOMOYb B OpraHm3aunm apdeKTUMBHOro HeoHa-
TaslbHOIO CKPUHKMHIA Mo BCEW CTpaHe.

30ecb 3apoXkgaiacb NpeHaTanbHaa gMarHo-
CTUKa, 3[eCb BrepBble 6biNa NpoBeaeHa Tepanng,
M cerogHsa nccnegoBaHMsa MPOOOMMHKAKTCSH MO ABYM

MepCcneKTMBHbIM HaMpaBieHUaM. NepBoe — 3TO
pa3paboTka COBCTBEHHbIX reHHOoTepaneBTUYe-
CKUX MOAXOO0B, BTOPOE — TeCTUPOBaHME Ha KOMU-
yecTBO Benkay HocUTenemn pPasHoro Ymca Konum
reHa-nybnepa, KoMrneHcupytoLlero passmntme CMA
(3TO MO3BOAUT NOHATb, C KAKMM KOTMYECTBOM KO-

roctm HOMEPA

N reHa SMN2 Ha3Ha4aTb
npenapart,T.e.coenatb war
K NepCoOHanmM3npoBaHHOMY
neyeHuto).

O TOM, KAK U TAE
NMPOBEPUTb 3JOPOBbE
(CBOE M BYOYLLErO
PEBEHKA), KOIrJA Bbl
FTOTOBUTECDL CTATb
POOUTENAMU

Bcnep 3a MNetepbyprom
B 2021 rogy 6ecnnaTtHblie
nporpamMmbl Mo paHHeMy
BbigBneHnto CMA 6binn
3anyLleHbl elle B N9TU pe-
rmoHax. A ¢ Hadana 2023
roga Ha OCHOBE 3TOro Mu-
JTIOTHOTO CKPWHWHIa Mo
BCeW CTpaHe cTapToBasno
MaccoBoe obcnegoBaHue



MOW MEOVUUMHCKUIN XXYPHAT

HOBOPOXAEHHbIX Ha 36 HacneACTBEHHbIX 3abone-
BaHMI, BKOYAA C/IOXKHblIE UMMYyHOOEDULUNTHbIE
COCTOSHUA 1 Opyrve natonoruu, npuesogalime
K MHBanuansaumMm n CMepTHOCTU aeTen. Takoe
obcnenoBaHMe NPOBOAMUTCA BO BCEX PermoHax,
abcontoTHO 6ecnnaTHO ANd NaUMeHTOoB, U Mbl
o4YeHb pekoMeHayeM He npeHebperatb UM.
EcTb 1 opyrmue sBoamMoxxHocTu. Hanpumep, HAN
ATUP M. .0.0OTTa cOBMeCTHO ¢ 6naroTsopuTesb-
HbIM doHOOM «OCTpoBa» peanmsyeT NporpamMmmy
MONEKYNAPHO-FreHETUYECKOIo TECTUPOBAHMSA A4
monem, UMeloLLIMX TakMe HacnedcTBeHHble 3a60-
NleBaHUS, KaKk MyKOBUCLMOO03, PeHUNTKETOHYPUA,
CMA, 1 UX pOOCTBEHHUKOB, MaHMpPYOLWKX 6epe-
MEHHOCTb, 19 onpeaeneHnsa 1 npeaoTBpaLleHns
pUCKOB 3aboneBaHMa y NoToMcTBa. Eule oanH
MPOEKT MHCTUTYTa HaMpaB/ieH Ha KOMMNeKcHoe
reHeTM4yeckoe obcregoBaHMe Nnap, MMeLmMx
B aHaMHe3e HeBblHallMBaHWe 6epeMeHHOCTM Ha
paHHeM cpoke (0o 12 Heaenb). YCTaHOBMB, Kakue
MMEHHO MeHHble UM XPOMOCOMHbIE Hapylue-
HUA ABNAIOTCA €€ MPUYMHON, MOXXHO onpeaennTb
MHOMBUMAOYANbHYO CTpaTerno NiaHMpoBaHUS

38

‘ ‘ H3yuenue mone-

kynol J[HK — amo
0os12ast 00po2ca Onsl
VUEHbLX, Ha KOMOpOoUu
Hac xcoem ewje MHO20
HAaxo00K, U OHU
Ccepbe3HO NOGIUAIOM
Ha NOHUMAHUe Mozo,
KaKue mecmol U KOMY
U3 nAyueHmo8

HYJ#CHO 0eJlamb 5y

groupmmec.ru

M BedeHua cnegyollen 6epeMeHHoCTH, NpenoT-
BpaTuB Npobnemsl B byayLiemM. Obe nporpamMmmel
Takyke 6ecnnaTHbl 419 NauMeHTOoB.

O TPEHOAAX B OBJIACTU TEHETUYECKOIO
TECTUPOBAHUA U TEHHON TEPANUU

N3yueHmne monekynbl JHK —3To nonraa nopo-
ra 49 yYeHblx, Ha KOTOPOM HaC XAET eLle MHOrro
HaXo4oK, M OHW CEPbE3HO MOBAMUAKT Ha MOHU-
MaHMe TOro, Kakme TeCTbl U KOMY M3 NaLMEHTOB
HY>XHO oenaTtb. CerogHa B 0611acTV AMarHOCTUKM
Hay4HbIM MPOrpecc CBA3aH C U3y4YeHNeM MUKPO-
PHK — KpoweyHblix Monekyn PHK, koTopble y4ya-
CTBYIOT B perynsaumm paboTbl reHoB 1 NMoaCcKasbl-
BaloOT, KOr4a B OpraHmM3Me YTo-TO He Tak. MIHTepec
K HMM pacTeT, MOTOMY UTO y>e cerofHsa ygaeTca
MOMYYMTb pe3ynbTaThl, TOYHOCTb KOTOPbIX CpaB-
HKMMa C TPaAUUMOHHbIMW FEHETUYECKUMM Map-
Kepamu, Y3 1 gpyruMmm BugamMum ouarHoCTUKK.

TakyKe MHOIro BHMMaHWA yaenaeTcsa MUKpPoO-
AeneymoHHbIM cMHOpPOMaM, T.e. He6oMnblUMM
M3MEHEeHUAM Ha XPOMOCOMax (3To, HanpuMep,
He NNWHAA 21-9 XPOMOCOMa, a BCEro HeCKO/b-

KO COT HyK/1eoTnaoB). Yem
6onblle HakannMBaeTcs
OaHHbIX O HUX, TEM ACHee
CTAaHOBUTCA, YTO Y MHOTMX
nogen Takme naMeHeHus
€CTb, @ BUOMMBbIX MaTono-
rMm HeT. No3ToMy BaXKHO,
4YTO6bI Bpauu, UHTEPNpPeTU-
pytoLlme pe3ynsTaThl reHe-
TUYECKUX TECTOB, BNagenu
nHdopmMaumem o ToMm, Ka-
KWe OaHHble anarHocTuye-
CKW 3HaYMMbl, @ KaKMe HeT.
B cBeTe aTOro Konoccasnb-
Hoe 3HauyeHue npuobpeTa-
eT co3gaHue 6a3 gaHHbIX,
HakonneHune nHpopMaLmu,
BO3MOXXHOCTeM ans aHanm-
3a KOTOpoOM ByaeT CTaHo-
BUTbCS BCce Bonblue.

YTO KacaeTcsd reHHoM
Tepanuu, T.e. 1edyeHund re-
HeTu4YecKMx 3aboneBaHni,
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3TU TEXHOMOIMMM Pa3BMBAOTCA YXKE HECKO/IbKO
0ecatuneTuin, n TOMbKO ceryac Mbl MOAXOOUM
K pealbHbIM pe3ynbTaTaM. CHadvana y4yeHble
Bo3Maranu 6onbluve Hagexnbl Ha pefakTUpo-
BaHWe reHoMa, HO OKa3anocCb, YTO OHO BHOCUT
M3MEHEeHMA B HacleACTBEHHbIM annapar, a 3Ha-
UUT, HEMOHATHO, KaKMe PUCKKM NepenatoTcs no-
TOMCTBY. 3aTEM MNPOM30LLESN PbIBOK B LOCTaBKe
reHHoTepaneBTUYECKMX MpenapaToB (Tenepb
reH MOXXeT MoMacTb BHYTPb HY>XHOW KIETKMU
M 3aHATb MecTo AedeKTHOro), U cerogHsa 6onee
20 Takux NpenapaToB NPoXoaaT KIMHMYeCcKne
MCNbITaHWA. OTO peaibHad MepcrneKTnBa jeve-
HUSA cepbe3HbiX 3aboneBaHMM, a rMaBHoOe, 3TO
HeHacnegyemMaga UCTopuUsd, TO eCTb HET PUCKOB
aona éyoyuwmx getem naymeHTosB.

Mpn 3TOM Ba)KHO MOHKMMaTb, YUTO FeEHHOTE-
paneBTMYECKME MpenapaTbhl MO3BOMAOT /IMLLb
3aMeninTb UM OCTaHOBUTbL MPOLLECChl gerpa-
Oaumnm, HO He MOTyT «MOBEePHYTb BpeMSA BCMATby,
YCTPaHUTb MOMOMKY KaK TakoBYyto. ITo 3abny»xae-
HWe MHOIMMX NtoAen — Bepa B TO, UTO reHoTepa-
nusa Bcex cnaceT. HeT, Ha OaHHOM 3Tane cnacTtu
MOTYT TOIbKO OMArHOCTMKA M MpodMnaKTMKa.
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A Hay4yHo-uccrnepnosartesib-
CKUN MHCTUTYT QKYyLLEpPCTBA,
rMHEeKOsI0rmn 1 PerpPoayKTos10-
rim mumeHn . O. OTTQ,

4o 1918 roga — Vimnepartop-
CKUM KITMHNYECKNMN
MoBMBA/IbHbBIV MHCTUTYT

‘ llapannenvro

C leueHuemM nayueH-
MO8 HYIHCHO 3aNny-
CKamv MAacco8yro
npohunakmuxy
2eHemuyecKkux 3aboe-
sanuu. Mmesn mexmno-
Jl02UU, Komopbwie

9MO NO380JI510M,
MeOonums npocmo

npecmynHo 5y

groupmmec.ru

YyKe mogcymTaHo, UTo
CKPWHWHI BCero Hace-
neHuna Poccmun nnb
Ha 10 HacneOCTBEHHbIX
3aboneBaHuim obon-
OeTca KakK MUHUMMYM
B 10 pa3 nelwlesne, 4em
neyeHune Bcex NaUmeH-
TOB C HAac/1eACTBEHHbI-
MW 3a60M1eBaHNaMM Ha
NMPOTAXXEeHMM BCero
3-4 neT. A [ONrocpou-
HYO BbIrogy TaKoro
CKPWHMHIa Ona Bcen
nonynaunm m BoBcCe
CNOYHO MepeoLeHnTb.

roctm HOMEPA

EcTb Takoe NMoHA- A KoHpepeHumns namatn B.C. bapaHoBa

TMe Kak «opdaHHasa

6oMba» — yeM 6onbLle BoMbHbIX Mbl ByaeM Bbl-
ABNATb, TeM 6onblue byneT TpeboBaTbca CpeacTB
Ha NnedyeHue, M OOHaXAbl UX MPOCTO He OCTaHeTCA.
HWKTO He NpPKM3bIBaeT OTKa3bIBAaTbCA OT peLleHms
NpobaeM KaXaoro KOHKPEeTHOro NaLMeHTa C yxxe
mocTaB/eHHbIM AMarHo3oM. Ho napannensbHo
C UX leYeHneM HY>KHO 3aryckaTb MacCoBYO Mpo-
dUNaKTUKY reHeTnyecKknx 3aboneBaHni. Mmesq
TEXHOOr MM, KOTOPble 3TO NO3BONAOT, MEANNTb
MPOCTO NPecTyMnHo.

O TOM, HACKOJIbKO TO4YHbI
COBPEMEHHbIE TEHETUYECKUE TECTbI

CaMu reHeTUYeCKMe UCCegoBaHMA BbICOKO-
TOYHbIE, OHM MOKa3bIBalOT BCe N3MeHeHund B AHK.
A BOT MOHATb, BAMAIOT 1M 3TN U3MEHEHMA Ha
3[0pOBbe, — 33aa4va Bpava-reHeTnka. MIMeH-
HO MO3TOMY TaK BaXXeH LleHTp reHeTunyeckmx
KoMMeTeHUM, 06 naee co3gaHmMsa KOTOPOro Mbl
roBOpUNM B KoHLUe 2022 roga Ha KoHdepeHUUM
namMaTtun B.C.BapaHoBa. 2To 6a3a ang obbveau-
HEHUS CcrneLnanmcToB, TEXHOMNOMMMN 1N MHCTPY-

MEHTOB, KOTOpasa NO3BONNT
coenaTtb FreHeTUYeCKyto
AMNarHocTuKy bonee Kade-
CTBEHHOM KM OOCTYMHOMN,
a rmaBHoe — OTBETUTb Ha
ntobon 3anpoc naymeHTa,
CUCTEMbI 34paBOOXpaHe-
HK1A, rocynapcTtBa. Mmeq
OFPOMHbBIN OMbIT M HAYYHYIO
wkony B.C.bapaHoBa, pea-
IM30BaB MUOTHbBIN MPOEKT
Mo CKpMHUHIY CMA (o4eHb
3HAYUMBbIN MOEONOIMMYECKMU,
HO TEXHOJIOFMYeCcKU OO-
BO/IbHO MPOCTOM), Mbl MO-
HMMaeM, YTOo roToBbl K 60-
flee CNOXXHbIM BbI30OBaM.
Ny MeTepbypra ceronHsa
€CTb peanbHbIN LLUAHC CTaTb
BeAyLMM reHeTUYeCKnMm
LEeHTPOM He TonbKo Poc-
CUK, HO U MM1pPa |
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paTba-6nM3HELbl C OeTCTBA yBeKanmch
eCcTeCcTBEHHbIMU HaykamMu. B 2002 rony
oKoHUMNM CaHKT-INeTepbyprckmnin rocynap-
CTBEHHbIN YHUBEPCUTET, 3aLLUNTUB Marmctepckme
auccepTaumm o 6GUonorum, 3aTeM — KaHauoat-

CKune ,D,VICCGpTaLtVIVI Mo reHeTunKe. ,D,O.KTOpCKyI-O 1

ouvccepTtaumto AHgpen CepreeBud 3allUTU
B 2017 rony, Oner CepreeBuy — OyOeT 3aLlMiLaTe
B TEKYLLEM roay. Y>xe B roabl y4ebbl 3anHTEpe-
COBaJIMCb FEHETUKOM MPELPACTNONOXEHHOCT
M Hayanu pabotaTb B )'Ia6opaTopmg rnpeHatasb-
HoM gmMarHocTUKM HAW M. [0.0O.OTTa noa pyKo-
BOLCTBOM OCHOBAaTe/sl OTEYECTBEHHOM LLUKO/bI
rnpeHaTanbHOW OMarHOCTUKU, YEHa-KOPPECTIOH-
neHTa PAH, O.M. H., npodeccopa B.C. BapaHoBa.
Bonee 20 neT paboTad B pas3fiMYHbIX Hayu-
HO-06pa30BaTEeNbHbIX M MEOULIMHCKUX YUPEXK-
neHuax, A.C. n O.C.[MoToBbl BHECTM OFPOMHbIM

3aBeayoLn otaesiom
3KCNepUMeHTA/IbHON
MeaunUMNHCKOMN BUPYCOJIOMrnu,
MOJIEKYJIIPHOU reHETUKMU
06aHKMHIra [jeTckoro

Oner CepreeBund Inoros

4 coTpyaHuk HUU
BQ, rMHeKosioruu

i

AHgpen Cepreesuy
rnoroB

3aBeayoLn otaesiom
reHoMHou MeauLUNHbI
uM. B.C. BapaHoBa
HUU akylwepcTBa,
ruHeKosiorum
U peripoayKTosiorun
um. []. 0. OTTa, AOKTQ
610/1IoOrM4ecKUX Ha

‘ -
Kna,u B pPa3Bu femqecmx mccrnenosa-
Hl/Il/I B Hallew CTpaHe. TaK npun mMx Henocpena-
CTBEHHOM y4YacTum 6bina pa3pa60TaHa npeHa-
TasibHad AMarHOCTNKa CMUHANBHOW MbllLIEYHOM
aTpoduu, BHeApeHa OaHa u3 MepPBbIX B MUPE CU-
cTeMm 6M0qmnoaoﬁzamoc%‘mm reHeTUYeCcKowu
Npeapacronio)XeHHOCTH, Co34aH U BHeApeH
B Mp nyeckoe 34paBoOOXPaHEHME M CNopPT
reHeTUYeCKMUiN NacnopT, OPraHN30BaH NepPBbIl
YHUKaNbHbIM MynbTUbMobaHk B CM6ry v opy-
rme GMopecypcHble KoNneKLumnm um 6VIO6aHKM
pa3paboTaHbl HOBble MeToabl ,D,VIaFHOCTVI n
HacNeaCTBEHHbIX U MYNBTUDAKTOPHbIX 3a€§)—
NeBaHUM 1 MH. 4p.
BTopbIM 3Ha4YMMbIM Hay4YHbIM MHTepeeoM A. C.
n O.C.[NOTOBbIX ABMAETCH CNOPTUBHASA reHETUKA.
Ee nsyyeHme Havanoeb B 2000-X IT. CO 3HaKOM-
CcTBa B Kybe 6511M3HeL0B ¢ MpodeccopoM B.A. Po-

FO3KMHbIM — OCHOBaTenem
CMNOPTUBHOM reHeTUKU
B Poccun. feHeTnyecKkyto
NpenpacnoyioXXeHHOCTb
K onpedeneHHbIM TUnam
cbmamqegKmx Harpy3ok
6paTbs MOTOBbI U3Yy4UMIN
He TONIbKO TEOPETUYECKMU,
B xome npoBeAeHMa Ha-
YYHbIX MCCegoBaHUMN, HO
M Ha MpaKTUKe — npoTe-
CTUPOBaB cebs Mo pany re-
HOB, mogobpaB Hanbonee
nogxogdauwmm Bua cnopra
*(cBA3aHHbLIN C BblHOCU-
BOCTbIO FMPEBOM CMOPT)
M 0OBUMBLIMNCH B HEM 3Ha-
YMTENbHbIX YCMEXOB.




