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E.A. TPEYAHUHA

ABTOPDI:

E.A. TPEHAHUHA - dupekmop YKpauHcKo20 UHCMumyma KauHu4yeckou
2eHemuku XapbKkoeckoz20 HayuoHaneHo020 MeOUYUHCKO20
yHusepcumema (XHMY), zeHepanbHbili Oupekmop XapbKoecKo20
cheyuanusuposaHHo20 meduKo-2eHemu4eckoz20 yeumpa (XCHrLj),
3ae. kaghedpoli meduyuHckoli 2zeHemuku XHMY, unen-kopp. HAMH
YKkpauHbl, 00Km. Mmeo. HayK, npod.

0.5. TPEYHAHUHA - dupekmop XCHrI'L, doyeHm kagedpbi
meouyuHckoli zeHemuku XHMY, 0okm. med. Hayk, 0oyeHm

P.A. MOUCEEHKO - INepevoiti 3amecmumens MuHucmpa
30pasooxpaHeHus YKpauHbl, KAHO. MeO. HayK, 0oyeHm

O6beaunnHeHue «eHeTHKa» - KaK HayYHas
H KAMHHYeCKasl 0a3a COBpEMEeHHOH
KAHHHYECKOH e HETHKH

BypHoe pa3BuTne MmonekynapHon megumum-
Hbl MOKa3ano XW3HEHHYI HeoOXOAUMOCTb
coeanHeHnA GyHAaMeHTaNnbHbIX U NPUKNag-
HbIX 3HAHWI ANs ganbHenwero 3¢pdeKTUBHO-
ro pasBUTUA ANAFHOCTUKWK, NeYeHna 1 npea-
ynpexaeHna HacneLCTBEHHOW MaToNornu.
CrpaTerusa pasButuAa KNMHNYECKON FreHEeTHKM
B XapbKoBe, pa3paboTaHHas 20 fieT ToMy Ha-
3ag B 10 npoekTax, npegonpeaenana MoHo-
NNTHOE coefuHeHWe neyebHON, Yy4ebHO,
Hay4YHOW N OpraHM3auNOHHO-METOAMNYECKON

paboTbl B €4VHOM yypexAeHUn N efuHOM
Konnektmee. NcTekwnn nepunop AeAtenbHo-
CTW, OCHOBHbIM UTOrOM KOTOPOro CTasa WH-
Terpaunsa MeanunHbl 1 reHeTUKK, No3BonaeT
o6cyautb 3pPeKTUBHOCTb PAbOTbl Takoro
obbeanHeHus.

O6beauHeHne cospaHo B 1984 ropay,
Korga Obin opraHm3oBaH MexobnacTHoun
MeANKO-reHeTuYecknin LeHTp. B HacToA-
wee Bpems B coctaB O6begnHeHnsa «Me-
AVNUMHCKas reHeTUKa» BXOAAT:

Puc. 1. Jleye6Ho-y4e6HOe, Hay4HOe, Op2aHU3aYUOHHO-Memoou4eckoe 06beduHeHue
«MeouuyuHckas 2eHemuka» (cocmosHue Ha 20122.)
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e XapbKOBCKMI  Cneunann3npoBaHHbIN
Me[NKO-reHeTUYEeCKUI LeHTp C 5-10 npo-
OUNBbHBIMU LIeHTPaMW;

« Kadbenpa meanUNHCKON reHeTnK XHMY;

* YKPaVHCKNA UHCTUTYT KNMHUYECKON reHe-
Tk XHMY;

« Accoumaumm cneunanncToB u CEMeNn, Me-
IOWMX AeTEN C HacNeaCTBEHHOW NaToNornen.

O6beanHeHne «MeguuuHCKas  reHeTu-
Ka» obecneuymBaeT UWHTErpauuio Meauuu-
Hbl U TEHEeTMKN B pPervoHe 3a cYeT CNyKObl
KOHCY/bTaHTOB-TeHeTUKOB B 15 feTckux cTa-
LMoHapax U MONUKINHUKAX, a TakXe B 24
PaNOHHbIX 60NbHULAX.

Takaa cTpykTypa O6bepnHeHUs cnocob-
cTBOBaNa GOPMMPOBAHNIO KIIMHMYECKMX Te-
HETMKOB, BbICTYMAIOWNX B HECKONIbKUX MMO-
CTacsax — Bpaya, negarora, opraHusartopa.

leorpaduma 6onbHbIX, KOTOPble MPOLN
obcnepgoaHve B XCMI'L, npambim obpa-
30M CBfi3aHa C npenojaBaTesibCkon Aen-
TeNbHOCTbIO Kadenpbl MeaULUHCKON re-
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Puc. 3. 3acedaHue podumenbckux accoyuayuli

HETUKN N YNbTPa3BYKOBOW ANArHOCTMKA B
1989-2000 rr. CoTpygHuKkn Kadeppbl Bbl-
€3»Kasiv BO BCe ropofa YKpaviHbl Ha Mecay-
Hbl€ LIMKJbl yCOBEPLUEHCTBOBAHNSA Bpayen
MO reHeTUKe, KOHCYNbTUPOBANN 6ONbHbIX U
TeM GpOpMMPOBaNM NOTOK HaMpPaBJIEHHbIX.

Puc. 4. leozpacpus 60n1bHbIX, KOMopbie
npouwtu o6cnredosanue 8 XCMrL

CneunannsnpoBaHHbIN MeaunKko-
reHeTUYeCKNn LeHTP umeeT UHANBUAY-
anbHyl0 CTPYKTypy (puc. 5) n wratHoe
pacnucaHue, NOCTPOEHHble B COOTBET-
CTBUWN C TEHETUYECKMMU 0COBEHHOCTAMM
HaceneHua CnoboxaHwWwumHbl. M3yyeHunio
XapakTepa nonynauum 6binyM nocesLye-
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Hbl Hay4YHble aHanu3bl E.A. [pevannHon,
P.B. boraTtbipeson, J1.C. O3eposon, E.A.
AkoBeHko, E.H. babapxaHaH, T.M. Tka-
yeson, J1.B. MonogaH, 10.b. peyaHu-
Hown, E.M. 3abi6bckon, O.B. PomaguHon,
B.A. Tycap, W.B. HoBukoson B 1984-
2005rr. OTK aHanNM3bl NOCNYXUIN AOKa-
3aTtenbHol 6ason gna popmMmMpoBaHMA
HanpaBNeHUN ANArHOCTUKK, NeYEeHUA 1
npegynpexpaeHna HacneaCcTBeHHbIX na-
TONOTUN.

HakonneHHble 3HaHUA 1 OMNbIT Bpayen,
LIMPOKOE NCMNoNb30BaHUe B paboTe Knac-
CNYEeCKON M COBPEMEHHOWN CMPABOYHOMN
nuTepaTtypbl, MPUMEHEeHne >SKCNepTHOM
CUCTeMbl  YTOUYHAKOLWEN ANArHOCTUKN,
nposefgeHnAa MexagyHapoaHbIX KOHCUN-
yMOB, B TOM uncne n B On-Line pexume,
HaLWIO0 OTpakeHne B BO3pacTaloLem Ymc-
ne Ho3onormyecknx Gopm HacnencTBeH-
HOW naTonoruu, BbiABNeHHbIX B O6bean-
HeHun (puc. 7).

Fenepaibuki THPEETOR

OmEoTeneTHBec K MM'IHHWR -
1T ueETp
Teen -

JupexTop
P I'napuwiii Gyxraxrep
[namsas
MELCEETA h 4 Zam, AHPERTOPG JanHpeKTORA N0
TR, o Opr.- ScomouELpalore !
‘l’ e meTo.pabote
AperTops B Gyxranrepus
cpeandi n semnumHcEol pabore ¥ P
MR -
MEQ.IEPCOEAn / o
Orpenenme [ —— ¥
merceolt newxo- Llewp LiesTp TEHETHRECKID ﬁu!aﬁmcmm-_
HEBEPOADTHH HACTEICTREH, HBCEACTBEN. MHIHTOPIEN oficayRnBaOmmiE
MATONOTHA NATOUMTHH NEpeoHan
CORAMH TRAHH TETEHY
4

Liewmp mpennmanenod
AMETECTHEN

Puc. 5. Cmpykmypa XapbKkoeckozo

Jlaboparopia
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maflopaTopaa

LhrrareisTiseckas
mafiopaTopaa
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2eHemu4yecKoz20 yeHmpa

Puc. 6. Cmpykmypa ebisig/ieHHoU
namousnozuu 8 1999-2009 22.
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B O6beanHeHnn paspaboTtaHa cncrtema
OKa3aHMA MeOuKOo-reHeTUYeCKon MNOMO-
LM, OCHOBAHHAA HAa 3HAHWN reHeTUYeCKnX
ocobeHHocTen nonynauuun. MpoBegeHne
MaccoBOro cKpuHuHra Ha OKY un runotu-
peo3 (MyKoBMCUMAO3 U agpeHoreHnTasnb-
Hbln cuHapom ¢ IV. 2012 r.), BbINONHEHMEe
NporpaMmmbl reHeTUYeCKoro MOHUTOPUH-
ra, usyyeHue snngemMmuonormm n KNMHNUKM
MUTOXOHAPWANbHbIX 6GonesHen, cenek-
TUBHbBIN CKPVHUHI HacNeACTBEHHbIX 60-
ne3Hen B Hanbosee KPYnHbIX aKyLLIEePCKUX
KMHUKAX N HeoHaTallbHbIX OTAENeHUAX,
NO3BONWAN NONYYUTb TOUHblE OUEHKN O
XapakTepe UM 4acToTe HacneacTBEeHHOM
natonorun. CneymnanbHble MONEKYNAPHO-
reHeTMYeCcKMe nccnegoBaHnA ranioTMNoB
N NONMMOPGN3MOB MUTOXOHAPUANBHOM
AOHK, nonumopdHbIX reHoB ¢onaTHOro
LUMKNA BbIPMCOBANO HeKOTopble 0CObeH-
HOCTW, NO3BONAOLWME NNAHNPOBATb afeK-
BaTHble MeToAbl NPOPUNAKTUKN Hacnen-
CTBEHHOW NaTonorunu.

Tak, ¢ 2008 r. B O6begnHeEHN NPOBOAMNT-
CA CKPUHWHT NOAMMOP®UN3MOB B reHax Cu-
cTeMbl ponaTHoro ymkna. B Hauane 6binm

N3y4yeHbl YacTOTbl MONMUMOPQHBIX FEHOB
donatHoro ymkna B nonynAuum, a 3atem
yCTaHOBNEHblI YyacToTbl annenen C677T
MTHFR n A66G MTRR cpean 60nbHbIX C
pa3nnyHbiMM GOpMamMmn HacNeaCTBEHHOM
natonoruu (tabn. 1).

Kak BnaHo 13 Tabnuubl 1 Habnogaemoe
pacnpepeneHne reHotunos ana C677T
MTHFR cornacyetca ¢ oxmngaembiMn 4Ya-
CcToTaMu pacnpepeneHus (ctaT. obpaboT-
Ka nposegeHa O. [NoXOTHNYEHKO).

Ana A66G MTRR cornacue mexpy pe-
3ynbTaTaMyn  HabnogeHUn Un pacyeToB
nHoe: Habnopgaemoe konuyectBo Htzg
(AG) MTRR 3HaunTenbHO CHWXXEHO no
CPaBHEHUIO C OXMAAeMbIM; Habnogaet-
CA BbICOKaA YacToTa NaTONIOrMyeckoro
G-annena B nonynAauun (57,8 %) n Bbico-
KN NPOLEHT rOMO3UIOTHbIX HOCUTENEN
MTRR - 37,0 %; Habniopaemoe Konuue-
ctBo Norm (AA) MTRR npeBbiwaeT oxu-
faemoe.

AHanornyHble pacyeTbl BbIMOJIHEHbI ANA
nccnefoBaHnA pacnpeneneHna KomnayH-
pos nonmmopoéusmos C677T/ A66G Hmzg
(Tabn. 2). Mpn 3ToM OTMEYEHO, YTO Habnto-

Yacmoma anneneii C677T MTHFR u A66G MTRR (n=1938)

t Kpute-
n=1938 puit Oxmnpaemas
MNonumop- l[eHoTUNDI ! Pa3sHuua
$r3Mmbl v annenu Hig’lfgfaegfﬂ t-7abn. qr?g?;%? yacToT
1.96
Htzg (CT) 433 1 42.2 1.1
Hmzg (TT) 8.7 1.3 9.2 0.5
C677T
MTHFR Norm (CC) 48.0 0.54 48.6 0.6
YacToTa
T-annensa 303
Htzg (AG) 41.8 6.36*% 48.8 7%
Hmzg (GG) 37.0 3.3*% 334 3.6*
A66GMTRR | Norm (AA) 21.2 3.78% 17.8 3.4%
YacToTa
G-annens 57.8

lMpumeyuaHue: * - 0603HaueHbl 3HaYeHns, ana KOTOPbIX OTKSIOHEHUA OT PaBHOBECUA ABNAIOTCA JOCTOBEPHbIMWN.
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faemoe konuyectso C677T / A66G Hmzg
(CT/AG) poctoBepHO NpeBbIWaeT OXuaa-
eMoe, YTO NO3BONMO BblABUHYTb Npea-
nonioXeHne o noaaepxKe eCTeCTBEHHbIM
oTO6OpPOM 3TOro NAaTONOrMYeCKoro Komna-
yHAa. Hawwn HabnogeHnA Hag 60nbHbIMYK
— HOCUTENAMM KOMMayHAa B COYETaHUU C
TOYEYHON MyTauunen, acCouMnpoOBaHHON
C pa3HbIMK HacneaCcTBEHHbIMM 3aboneBa-
HUAMW, CBUAETENbCTBYIOT 00 M3MEHEeHUN
reHHOW 3KCMPeCcCnu, O HaNIUYnmn «CTePTON
KNUHMYECKON KapTMHbI» OCHOBHOIO MO-
HoreHHoro 3aboneBaHus.

CTBEHHOM OTOOpE: CHMXKEHME aKTUBHOCTY
¢depmeHTa MTHFR npuBoguno K cHuxe-
HNIO PeMeTUINPOBAHUA roMoLUCTeMHA U
nosTomy TeTparmgpodonar coxpaHanca
ANA KU3HEHHOBAXXHOIO CMHTe3a HyKneu-
HOBbIX KMCAOT. Mbl NpeanonoXxunn, 4To
BblcOKaA YyactoTa G-annena MTRR B ykpa-
WMHCKOW nonynaumm moxkeT 6biTb cnen-
cTBrem «3dpdeKTa oCHOBaTENA».
OTmeueHHOe HapylleHne paBHOBeCuA B
pacnpeeneHnn reHoTUnoB KOMMayHAoB
MTHFR/ MTRR, no-sugumomy, roBoput O
B3aVMMHOW KOMMEHcauMm MyTaHTHbIX an-

Yacmomel pacnpedesnieHus KomnayHo08 nosiuMopgpusmos
C677T MTHFR/A66G MTRR (n=1938)

t KpuTte-
n=1938, o Oxunpaemasn
KomnayHpbi Habnopgaeman pun yacroTta, % P:::Tvz,f‘ra
yacToTta, % t-Tabn. n=1938,
1.96
C677T Htzg/A66G Htzg (CT/AG) 18.3 2.7% 20.6 2.3*
C677T Htzg/A66G Hmzg (CT/GQG) 16.3 2.6* 14.1 2.2%
C677T Hmzg/A66G Htzg (TT/AG) 33 3* 45 1.2*
C677T Hmzg/A66G Hmzg (TT/GG) 35 1 3.1 0.4
Norm/Norm (CC/AA) 10.7 2.9% 8.7 2%
C677T N/A66G Hizg (CC/AG) 20.2 39 23.7 3.5%
C677T N/A66G Hmzg (CC/GQ) 17.1 1.1 16.2 0.9
C677T Htzg/A66G N (CT/AA) 8.7 1.8 7.5 1.2
C677T Hmzg/A66G N (TT/AA) 1.9 1 1.6 0.3

l'lpumeqauue: * - 0603HaYEHbI 3HaYeHNs, ANA KOTOPbIX OTKIOHEHWA OT paBHOBECUA ABNAIOTCA JOCTOBEPHbIMU: pacCUMTaHHble t -

KPUTEPVW NPEBBILLIAIOT TaBMNYHDIA.

MPUHATO cumMTaTb, YTO OCHOBHbIM daK-
TOPOM, KOTOpbI onpepensaeT BCTpeyvae-
MOCTb annienen, obycnoBAnBaoLLMX NOAK-
Mmopdu3sm, aenaetca andpdpepeHUmnanbHbIn
otbop. Buammo, B npouecce pa3BuTuA,
HocuTenu nonumopdusma MMelT cenek-
TUBHOE NpenmMyLLecTBo. Bo Bpemsa ronoga,
KOTOPbIA HaceneHve YKpauHbl nepexu-
BaNO HEOOHOKPATHO, HOCUTENMN BbICOKOM
yactotbl annena C677T MTHFR mnmenn,
no-BnAMMOMY, MPenMyLLeCTBO NpU ecTe-

HAYKOBUW XXYPHAJ1 MO3 YKPATHU | N2 1 (1) 2012 p.

nenen: npucoeauHeHun nonumopodmrsma
A66G MTRR Hmzg k C677T MTHFR Htzg
MOXeT NOBbILIATb NPUCMOCOONEHHOCTb MH-
AVIBMAQ, T.e. HOCUTb XapaKTep aganTUBHOMO
reTepo3unca. T aHHble NO3BOSININ HAM He
TONbKO pa3BepPHYTb LUMPOKOe UCCNeaoBa-
HYe poNny HapyLeHNA pPeMeTUINPOBaHNA
MeTMOHMHA B MaHubecTaumm pasnunyHbiX
dopm HacneacTBeHHOW MaTonornm, oTme-
TUTb GPEHOMEH CUHTPOMWK, BUAOU3MEHSAIO-
wun $eHoTmn, oOYCNOBNEHHbIN TFeHHOWN
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CUHTPOMWEN, HO 1 HANTWU MyTW NaToreHeTu-
YeCKOoW Tepanumn y MHOTX GOMbHBIX.
Bnarogaps Tomy, UTo NOTOK Hanpasns-
€MbIX Ha KOHCynbTauuio cemen dopmu-
pOBaNCA Bpayamy B Mpouecce KOHCYJb-
TauuM Ha MecTax, co3ganacb peasibHas
AOCTYNHOCTb MEAUNKO-TEHETUYECKOW MO-
MOLLM HaceneHuto. A coxpaHeHue ee bec-
NAAaTHOCTM CNOCOBCTBOBANO POCTY YKcna
noceweHnin, PaBHO KaK 1 BbICOKUIA Npo-
beccroHan3m KOHCYNbTaHTOB (puc. 8).
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Puc. 8. O6wee 4ucno noceweHuti 8 XCMry

MepBbiMA  BONBbHBLIMKM,  MPUHATBIMU
B 1965 rogy Bpayamu-reHeTUKamu B
MeauKo-reHeTUYyeCcKkon nabopaTtopumn Ka-
bepnpbl akywepcTBa 1 ruHekonorun XMN
(koTopas 3aTem nepepactet yepes 30 net
B O6beanHeHne «MeagnuMHCKaA reHeTu-
Ka») 6blIM CeMbU C MYKOBUCLMUZO30M U
afpeHO-reHUTaNbHbIM CUHAPOMOM. JTO U
onpegenuno NHTepec K HacneACTBEHHbIM
60ne3HssM oOMeHa BeLWecTB Ha NpoTaXe-
HUM BCen Xn3Hn LleHTpa.

PocT uncna 6roxmmnyecknx mccnepo-
BaHU NPAMO CBA3aH C paclWNpPEHNEM
TexHonornyeckom 6asbl (puc. 10).

Puc. 10. Konuyecmeo nayueHmoe,
KomopbiMm nposedeHo
6uoxumuyeckoe o6¢credosaHue

1999
Eﬂl}ﬂ
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2006
2007
2008
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B EERBEEERES

Mouck meTabonMuyecknx MapKepoB C
ncnosib3oBaHMem nporpammbl  Human
Metabolome Database npoBoautca exe-
LHEBHO B Mnpouecce yTOYHAWLWEN Ana-
FTHOCTUKM, 0653aTeNbHBIM CMPAaBOYHNKOM
ABNAETCA DNEKTPOHHbIN Katanor Merck
(Manual for healthcare professionals: on-
line Medical Library. Pediatrics. Inherited
Disorders of Metabolism Amino Acids,
Organic Acids, Fatty Acid and Glycerol
Metabolism Disorders)
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Puc. 9. Junamuka o6pawjaemocmu
nayuenmoe 8 XCMrI'L] ¢ 1999 200a no 2010 200

Mpwn pacnpeneneHnn MOHOreHHON na-
TONOrMM B COOTBETCTBUM C KaTasorom
CmutTta 1 Knaccudumkauyven H. bnay,
XoddmaHHa o6Hapy»KeHbI:

« HapyweHuna metabonusma OA n tetpa-
rmapobuonTepurHa

+ HapylweHuna HenpoTpaHCcMmnccum

« HapyweHwusa F'ABA., ruuvHa, cepriHa n
npofnHa

» HapyweHunsa pacwenneHunsa TMpo3nHa

« HapyweHuna metabonunsma ructngmHa

» HapyweHnsa BanvHoO-nenyMHOBOro mMe-
Tabonnsma

« HapyweHna ramma-rnyTammHOBOrO
uMKna

« OpraHnyeckune aungypuu

« HapywweHuna obmeHa cepocopepKaLymx
AMUHOKNCNOT

« HacnepcTBeHHble rMNepaMmMoHneMmin

« HapyweHuna obmeHa OpHUTUHA , NU3K-
Ha, TpuntodaHa
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« HapyLueHue TpaHcnopTa aM1MHOKNCIIOT

« HapyweHuss MuTOXOHAPUANBHOrO
OKUCSIEHNA XKUPHBIX KUCNOT U MeTabo-
NN3Ma KETOHOBbIX TeN

« HapyweHune meTabonmsma yrnesonos

« Mykononucaxapraosbl

« Onurocaxapupaosbl

« BpoXKaeHHble HapyLeHWA MMKO3UIK-
poBaHUs

« BpoxaeHHble HapyLweHUs meTabonus-
Ma NypUHOB ¥ NMMPUMUSNHOB

« HapyweHuns o6meHa KpeaTHOB

« [lepOKCMCOMHbIE HapyLIeHUs

«  HapyweHus MWUTOXOHApPWANbHOIO
3HepreTnyeckoro metabonnsma

« [eHeTNYECKMNe AUCANNONPOTENHEMMNM

« HapyweHuna cuHTe3a n metabonunsma
CTeponaoBs

« BpoxaeHHble HapyweHna 6UocnHTe3a
XONecTeprHOB

« Mopdupnn

« HapylueHuna crHTe3a XenuyHbIX KUCnoT

« HapyweHna metabonusma meam UuH-
Ka U enesa-

« lpyrue metabonuyeckme HapyLeHuns

Ho3onozuyeckue ¢hopmbl HaciedcmeeHHol namoriozuu, evisieneHHolie 8 XCMIL e 2000-2009z2.

BoisneHo | YoenbHbi BeC
Ne HanmeHoBaHue Bcero BrepBble B | (OTHOC. Yncno
3aboneBaHusA BbiABneHo | 2009 rogy Ha 1000
(abc.uncno) nayneHToB)
1. Aase cMHapoMm 1 - -
2. AapCbKoro CMHAPOM 4 - -
3. AAnno3o-reHnTanbHaa gucTpodus 5 1 0,029
HEeNCTUHHaA
4 AL peHOreHNTanbHUM CUHAPOM 8 2 0,068
5. AKpoocTeonus 4 1 0,029
6. AkpouedanocmHaakTnua (AL) 1 1 0,029
7 Anoneuus 12 5 0,180
8 AnbOUHN3M 2 - -
9. AnbnopTa CUHAPOM 8 - -
10. |AMuHoaumponaTua 17 1 0,029
11. | AMMHOaLmaonaTnA TpaH3UTOpHas 5 1 0,029
12. | AMuHOauMaypuA reHepanM3oBaHHas 1 - -
13. | AMmnoTpoduryeckniinil 60KOBOI CKIepo3 2 1 0,029
14. | AMMOTpOUA HEBPabHasA 1 1 0,029
15. | AMrnoTpodU1A CNUHanbHasA 1 - -
16. |AHrenbmMaHa CUHAPOM 5 - -
17. |ApHonbga-Kunapu cnHgpom 4 1 0,029
18. |AxoHpponna3ua (AL) 14 4 0,140
19. | AuepynonnasmmHemus 1 - -
20. |AuMpo3 NoYeyHbIN TY6YynApHUN 2 2 0,068
21. | Auyupypua anbda-aMMHOAAUNUHOBAA 2 - -
22. |Auunpypua apruHMHAHTapHasA 2 - -
23. | Aumpypwua ramMma-aMMHoOGyTMpOBas 7 1 0,029
24. | Aunpypvia ramma-ammHornyTapoBas 1 - -
25. | Aumnpypva rnytapoBas 3 2 0,068
26. |Auunpypwua opraHumyeckas 61 2 0,068
27. |Aungypwmsa nponnoHoBas 4 - -
28. |Aumpypusa pymaposas 1 - -
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BoiaBneHo | YoenbHbl BeC
N HavmeHoBaHue Bcero BrepBble B | (OTHOC. Uncno
3aboneBaHus BbiAaBneHo | 2009 rogy Ha 1000
(abc.umncno) naymeHToB)
29. |bekBuTta-BupgemaHa cuHagpom (A1) 9 3 0,090
30. |bepacuHgpom 2 - -
31. |bepapanHennu cuHapom (AP) 1 1 0,029
32. |bukcnepa cuHgpom 10 1 0,029
33. |bnoxa-Cynbubepra ciHapom 26 14 0,500
34. |BaappgeH6ypra cuHgpom (A1) 1 1 0,029
35. |BanuHemus 2 - -
36. |Benna-Mapue3aHu cMHPOM 6 1 0,029
37. |Busepa cnHgpom 2 - -
38. |BunbcoHa-KoHoBanoBa 6one3Hb 10 - -
39. |Bunbamca cuHgpom 8 - -
40. |BuckotTa-Ongpuya cMHapom 1 - -
41. |Butunuro 4 2 0,068
42. |BpokaeHHasa nxtnosodpopmHas 3 - -
6ynesHasa spuTpofepmus
43. |BpokaeHHaa HenepeHOCUMOCTb GppyKTO3bl | 2 1 0,029
44. |TanakTo3emus 4 1 0,029
45, |lannepsopgeHa-LUnaTya cnHapom 2 - -
46. |laHrMno3ngos-Gm 1 1 - -
47. |TemaHrnoma 22 9 0,320
48. |lemaHrnoma KaBepHO3Has 4 4 0,140
49. |lTemaHrnomaros 18 5 0,180
50. |mgpokcmnponnHemusn 2 - -
51. |Tuapouedanna BpoxKaeHHas 2 2 0,068
52. |InnepamuHoaungemms 3 - -
53. |InnepamuHoaungypua 1 - -
54. |mnepammoHuemms 10 5 0,180
55. |IunepaHgporeHusa 1 1 0,029
56. |lunepbunupybuHemma 1 1 0,029
57. |TvnepranynHemna 7 -
58. |TunepravuynHypua 3 - -
59. |lTunepnnsnHemus 3 - -
60. |lvnepokcunponnHypus 21 2 0,068
61. |[vnepnponakTnHemuns 4 4 0,140
62. |nnepnponuHemunsa (AP) 11 4 0,140
63. |lunepnponunnHypusa 13 1 0,029
64. |TunepdeHnnanaHnHemmsa 22 4 0,140
65. |luno-6eTa-nMnonpoTtenHeMuns 1 - -
66. |lunomenaHos Uto 20 4 0,140
67. |lvnonnasmna Kopbl HAQNOYEYHNKOB 1 1 0,029
BpOXAeHHasA
68. |lunonnasma amanu 3y6oB 1 - -
69. |unoTMpeos BPOXKOEHHbIN 37 5 0,180
70. |[unoTnpeos TpaH3NTOPHbIN 12 1 0,029
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3aboneBaHus BbiAaBneHo | 2009 rogy Ha 1000
(abc.umcno) nayneHToB)
71. |Tunodocdatasus (AP) 6 1 0,029
72. |Tunoxongponnasusa (A) 10 - -
73. |luctugnHemns 1 1 0,029
74. |Tuctmagnnypwusa 1 1 0,029
75. |TuctnouymTos X 1 - -
76. |[nuKoreHos 1 - -
77. |lonbgeHxapa CMHOAPOM 1 - -
78. |lonbgeHxapa CMHAPOM 7 2 0,068
79. |Tonbua cnHppom 4 - -
80. |lomouuncTnHypusa 32 15 0,540
81. |lopnuHa-TonbTua cnHapom (AL) 44 10 0,360
82. |lowe 6onesHb 3 3 0,090
83. |[paHynemaTto3 XpoHNYeCKni 1 - -
84. |[e na TypeTTa cMHOpPOM 2 - -
85. | e ToHu-[ebpe-DaHKOHN CUHAPOM 1 1 0,029
86. |[deHan-Yokepa cuHapom 1 1 0,029
87. | edeKT NoCTTPaHCIALNOHHON 1 - -
mMoandrKauum Nn3ocomanbHbIX GepmMeHTOB
88. |Hdeduunt GAMT-pepmeHTa 1 - -
89. | Oeduunt aunn-CoA-gerngporeHasbl 3 - -
XUPHbIX KUCNOT
90. |deduunt ButammHa D 1 1 0,029
91. | Oedunumt ramma-rniotammntpaHchepasbl 1 - -
92. | deduuyut NIOTeNHU3MPYIOLLLETO FOPMOHa 1 1 0,029
N30/IMPOBAHHbIN
93. | AeduunT MHOMXKECTBEHHbIX KapboKcunas 1 - -
94. | Oedununt nponnHoKkcmnaasbl 1 - -
95. |Anabet HecaxapHbin (ALl) 6 2 0,068
96. |[duncaxapvga3sHasa He[OCTaTOYHOCTb 6 2 0,068
97. | AncoyHKUMA KOpbl HAAMOYEYHNKOB 3 2 0,068
BpOXAeHHasA
98. |[AtopuHra cungpom (A) 1 1 0,029
99. |Kunbbepa cMHAPOM 14 3 0,090
100. | IxTno3s BynbrapHbin (A) 16 6 0,210
101. | xTnos. Openga cMHapPOM 1 1 0,029
102. | KamypaTtu-OHrenbMaHa CMHAPOM 2 - -
103. | KapgronaTtua BpoXxgeHHasn 1 1 0,029
104. | KaptareHepa cnHgpom (AP) 2 2 0,068
105. | KeHHu cnngpom (A) 1 - -
106. | KepatnHoBas 60ne3Hb 6 4 0,140
107. | Kepatogepmua BpoxkaeHHas 4 4 0,140
108. | KepaTto3 donukynapHbii 1 1 0,029
109. |KepHenuu ge JlaHre cnHgpom 8 3 0,090
110. | KepHca-Celipa cnHgpom 12 3 0,090
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BoiaBneHo | YoenbHbl BeC
Ne HavmeHoBaHue Bcero BrepBble B | (OTHOC. Uncno
3aboneBaHus BbiAaBneHo | 2009 rogy Ha 1000
(abc.umncno) naymeHToB)
111. |Knunnena-TpeHOHe cMHAPOM 32 5 0,180
112. | Knunnena-Qenna cMHapom 7 - -
113. | KOKKenHa CMHpOMm 6 3 0,090
114. | «<KneHoBoro cupona» 6onesHb 2 - -
115. | KonnareHonatus 7 6 0,210
116. | KpaHnodapuHrimoma 1 1 0,029
117. | KpanuBHMLUa NUrMeHTHaA 3 - -
118. | Kpurnepa-Hanapa cuHgpom 4 3 0,090
119. | KcaHTOMaTO3 1 - -
120. | Kyrenbbepra-BenaHgepa 6onesHb 3 1 0,029
121. | JlTakTO3HaA He[OCTaTOYHOCTb BPOXKAEHHAA |8 2 0,068
122. | JlTakTO3HaA He[OCTaTOYHOCTb BTOPUYHAA 4 3 0,090
123. | Nenkoanctpodus (AP) 2 2 -
124. | Nenkoanctpoduma meTaxpomaTnyeckas 3 1 0,029
125. | Jlenkogunctpodua cygaHopunbHas 2 1 0,029
126. |JleHUa cuHgpom 1 - -
127. | Newa-HenxaHa 6one3Hb 3 - -
128. | Jlewa-HuxeHa cnHpgpom 3 - -
129. | JInzocomHana 6051e3Hb HakomneHna 2 - -
130. | lIumdpenema HacneacTBeHHas 3 - -
131. | Jlunonao3 ninasmaTnyeckumn 1 - -
132. |JInnomaTo3 MHOKECTBEHHbIN 14 5 0,180
133. | Jluttna cuHapom 1 1 0,029
134. |Jlyn-bapp cnHgpom (AP) 2 - -
135. | Mak-Kyopu cnHgpom (AP) 1 - -
136. | MakkbtloHa-OnbparTa CUHAPOM 5 - -
137. | Mapwanna cuHLpoM 5 1 0,029
138. | MactounTtos, kcaHToMaTo3HasA popma 4 - -
139. | Maddyyumn cmHppom 1 - -
140. | Me3omenunyeckas gncnnasua PeiiHxapga- 1 - -
Noenpdepa, (AL)
141. | MenaHodakomaTo3 1 -
142. | MnacreHunsa 6 3 0,090
143. | MukpocdepoumntapHasa aHemMus 7 1 0,029
144. | MuonaTtua BpoKaeHHasn 4 2 0,068
145. | MnoTtoHuAa TomceHa 4 - -
146. | MutoxoHgpuonaTtusa 113 20 0,720
147. | MopraHbu-Crioapta-Mopensa cuHgpom 1 - -
148. | Mykononuncaxapugos 6 4 0,140
149. | Mykononucaxapugos, tun | 4 - -
150. | Mykononucaxapugos, un il 3 - -
151. | MblweyHan guctpodusa Epba, Tvn MNA 1 - -
152. | MblweyHasn guctpodua JlaHgy3u- 2 - -

HexepnHa(AL)
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BbiAaBneHo | YoenbHbIl BeC
Ne HavmeHoBaHue Bcero BrnepBble B | (OTHOC. Uncno
3aboneBaHus BbiAaBneHo | 2009 rogy Ha 1000
(abc.umcno) nayneHToB)
153. | MbiweyHasa guctpodus nporpeccupytowas |11 7 0,250
154. | 3-MeTUNKPOTOHWIIITULUVHYPUA 1 - -
155. | MELAS-cuHgpom 13 4 0,140
156. | MERRF-cnHgpom 5 - -
157. | MNGIE-cuHgpom 7 3 0,090
158. | HapyuweHwne BcacbiBaHWA YrNeBOOB 2 1 0,029
159. |HapylweHne o6meHa aMMHOKNCIOT 24 12 0,430
160. | HapyweHne o6vmeHa AMMUHOKNCNOT C 3 - -
pa3BeTBIEHHON Lenbio
161. |HapylweHne obmeHa 6enkos 7 2 0,068
162. | HapyweHne o6meHa BellecTs 206 180 6,520
163. | HapylweHne obmeHa rnnko3amMmnHOMMKaHoB | 1 1 0,029
164. | HapylweHne o6meHa XUPHbIX KUCNOT 17 10 0,360
165. | HapyweHne obmeHa Kanbuusa n docdopa |4 3 0,090
166. | HapylweHne obmeHa nunngos 4 3 0,090
167. | HapyweHrne o6meHa M1Hepanos 12 8 0,290
168. | HapyleHne o6meHa MOYeBOW KUCSIOTbI 2 1 0,029
169. | HapyweHne obmeHa nyprHOB 33 4 0,140
170. |HapyweHne obmeHa cepocopepKaLymx 29 21 0,760
AMWUHOKMNCNOT
171. | HapyweHre o6meHa coeVHUTENbHOW TKaHW | 73 64 2,320
172. | HapylweHmne npomexXyTo4Horo obmeHa 6 2 0,068
173. | HapyweHune TpaHCnopTa aMMHOKUCNIOT 1 - -
174. |HapyweHune obmeHa METVOHUHA 52 40 1,440
175. | HapylwieHune ynkna moyeBurHbI 5 3 0,090
176. | HapylieHune sHepreTnyeckoro obmeHa 1 1 0,029
177. |HacneacteeHHasa remorno6buHonatma H 1 - -
178. |HacnepctBeHHasa remornobmuHonatms 1 - -
HeYTOYHEH.
179. |HacnepctBeHHas cnvHouepebennsapHa 3 1 0,029
aTakcuma
180. | HeBponaTna MOTO-CEHCOPHas 11 6 0,210
181. |HeByc 64 2 0,068
182. | HeByc BonocaTbi 1 - -
183. |HeByC NnUrMeHTHbIN 7 6 0,210
184. | HeByc canbHbIX xene3 AMHUNHbIN 1 1 0,029
185. |HeByc CeTTOHa 6 2 0,068
186. | HepgocTaTouHOCTb anbda-aMMHOTPUNCKMHA | 2 - -
187. | HeMpOKOXHbI MeNaHo3 11 4 0,140
188. |HeliponaTtua Jlebepa 4 1 0,029
189. |HelpoceHcopHas rnyxota (A1) 3 - -
190. | HecoBepLueHHbI OCTeoreHes 36 8 0,290
191. |Hedponatma gucmetabonnyeckas 1 - -
192. |HyHaH cuHgpom (A1) 20 1 0,029
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BoiaBneHo | YoenbHbl BeC
Ne HavmeHoBaHue Bcero BrepBble B | (OTHOC. Uncno
3aboneBaHus BbiAaBneHo | 2009 rogy Ha 1000
(abc.umncno) naymeHToB)
193. | OnuBo-noHTO-LepebennapHas 6 1 0,029
fereHepauyus
194. | OcTeonopo3 HacIeACTBEHHbIN 3 1 0,029
195. | OcTeocknepos. HegocTtaToyHOCTb 2 - -
Kapb6aHrugpasnl V
196. | OcteoxoHaponaTunA 1 - -
197. | MaHrmnonuTyntapusm 1 - -
198. |Napanneruva lWtpomnens 7 1 0,029
199. | MNonnuno3s roptaHu 2 1 0,029
200. |Mopdupus 7 - -
201. |MponuHypus 5 3 0,090
202. |MceBgorunonapatnpeos 4 1 0,029
203. |MNbepa-PobeHa cuHapom 3 - -
204. | Paccena-CunbBepa CMHAPOM 17 5 0,180
205. | Paxut ButamuH D-3aBucumbIn 4 4 0,140
206. | PeriHo cuHgpom 2 2 0,068
207. | PeHpto-Ocnepa 6onesnb (ALl 14 7 0,250
208. |Petta cuHgpom 9 2 0,068
209. |Purepa cungpom (ALl) 2 - -
210. | PobrHOBa cCUHAPOM 4 1 0,029
211. | PoTo-nnue-nanbueBnin CUHEPOM 4 2 0,068
212. | Cekkensa cuHgpom (AP) 4 - -
213. | CMHAPOM NOINKNCTO3a ANYHMKOB 3 1 0,029
214. |CuctemHas ckeneTHaa aucnnasus 29 13 0,470
215. | CmuTa-Jlemnu-Onvua CUHEPOM 2 1 0,029
216. | Cotoca cuHgpom (Al 10 3 0,090
217. | CnnHanbHa MbllleYyHas atpodusa 5 2 0,068
218. | CnnHanbHa MblllevyHan atpoduma getckoro |8 - -
Bo3pacTta, Tun ll
219. | CnnHanbHa MbllleYyHan atpoduma getckoro |2 - -
Bo3pacTa, Tun lll
220. | CnnHanbHa MblleYyHan atpoodua, Tun | 3 - -
221. |CnnHanbHa MblweYyHana atpodua, Tun li 1 - -
222. |Ctnknepa cuHgpom (A) 5 - -
223. | TecTUKynsapHom ¢pemMnHn3aumm 3 1 0,029
cuHapom (AP)
224, | TuposmHemusa 3 2 0,068
225. | TopCMoHHa AUCTOHUA 6 2 0,068
226. | TpuntodaHemmsa 1 - -
227. | TpombounToneHnYeckas nypnypa 1 - -
228. | Tybynonatua 29 7 0,250
229. | Ty6ynonatus. ®ocdatgmaber 2 1 0,029
230. | Ywepa cnHapom 7 1 0,029
231. | DaHKOHW CUHAPOM 2 - -
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BbiAaBneHo | YoenbHbIl BeC
Ne HavmeHoBaHue Bcero BrnepBble B | (OTHOC. Uncno
3aboneBaHus BbiAaBneHo | 2009 rogy Ha 1000
(abc.umcno) nayneHToB)
232. |®apa cMHapom 1 - -
233. | QepmeHTONATUA 11 8 0,290
234. | OubpoenacTtos sHAOKapaa 1 - -
235. |®ocdaT-graber 13 3 0,090
236. | OpaHueckeTTn cuHgpom (A) 2 - -
237. | OpumeHa-LLlengoHa cuHapom 2 - -
238. | OpoHTOHa3anbHa Ancnnasusa 11 - -
239. | XanepmaHa-LUrtpaiida cnHgpom 2 1 0,029
240. | Xonta-Opama cCuHgpom 6 1 0,029
241. | XoHppoancnnasus 16 4 0,140
242. | Uennakua 14 5 0,180
243. | LlenbBerepa cMHapOM 1 - -
244, | Llepebpo-onuBapHasa atpodpura Xonmca 1 - -
245. |Unncepa-demaHa-Koyna cuHgpom 1 - 0,029
246. | UntpynuHemuna 1 - -
247. | WenepmaHa-May cuHgpom 1 - -
248. | lWtunnepa cmHapom 14 - -
249, | lLtypre-Bebepa cmHapom 23 7 0,250
250. | DKTOAEpPManbHaA grucnnasvsa 7 4 0,140
aHrMapoTnyecKas
251. | Onepca-faHnoca cMHapoOm 1624 35 1,260
252. | Onepca-[aHnoca CMHAPOM, HapyLleHue 3 - -
¢donaTtHoro ynkna
253. | SHuedbanommenonatua Jin 2 - -
254. | Snngepmonus 6ynesHoii 10 3 0,090
255. | dputpouymnTapHasa sH3MMonaTnA 7 1 0,029
UntoreHeTnueckne nccnegoBaHumA «3anac» HeYTOYHEHHbIX AnarHo-

yTOUHAKOLWEN [MarHOCTUKKM npuobpe-
TaloT Bce OonbWwMA BeC MOTOMY, 4TO
reTepoXpomMaTtuH CTan ykasaTesiem Ha-
PYLWEHHOro 3nNuUreHeTnyeckoro craTy-
Ca, WMEHHO u4epe3 KoMmNakTusauwuto-
JekomnakTmlayuno XpoMmaTunHa
NPOUCXOAUT perynauna reHHoOm >SKC-
npeccnm C NOMoOLbI0 MEeTUINPOBAHUA.
Obulee KONMYeCTBO LUTOreHeTUYeCKnx
nccnegoBaHun 3a nocnepgHue 10 nert
coctasuno 12249 kapwuoTmnos, naTo-
nornyeckne KapumoTtunbl OOHapy>KeHbl
B 13-15 % cnyuaeB. OHn BKNtoYaoT 448
aHeynnonaunn (124 N3 HUX — MO3anyHble
dopmbl), 201 CTPYKTYpHYIO aHOManuio,
522 nonnmopduma.
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30B OCTaeTCcA WMUMPOKUM U npeacTas-
NeH nauyuMeHTamum C  BbIPa)KeHHbIMU
HegnpdepeHUNPOBaHHbIMA  MNpoABIe-
HUAMWN COeANHUTENbHO-TKAHHOW Ancnnia-
3un (5336) n HeguddepeHUNPOBAHHbBIMU
Me3o4epmanbHbIMK gucnnasmamm (5423).
PasBntne MonekynApHO-reHeTnyecKmx
metogoB (YUM-TexHonormm) m cambix
COBPEMEHHbIX OMOXMMUYECKUX UCChe-
AOBaHNIN NMpeBpaTUT 3TOT 3anac B NOTOK
YCTAaHOBJMIEHHbIX AMArHO30B, @ 3HAUUT — U
A[leKBATHOro MaToOreHeTUYyeckoro neye-
HUA.

C 1999 r. B O6bbeanHeHun «feHeTnKa»
BbiNnonHAeTcA lporpamma reHeTUYeCKoro
MoOHuTOpUHra BIP, KoTopasa no3sonsaer He
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Puc. 11. Konuyecmeao demeli 1-20 2004 <U3HU, NPOKOHCY/TbmuUpo8aHHbuix 8 XCMIL|
coanacHo lpoepamme 2zeHemu4eCKO20 MOHUMOPUH2a

TONIbKO CyauTb O AnHamuKe yactot BlP B
nonynAunMn, Ho N obecneynBaTb MeLMKO-
reHeTUYeCKOW NOMOLLIbI CEMbU, UMeKLLnE
feten ¢ BIP B nepBble mecAubl XU3HW. B
2000-2010 rr. 6245 petam c BI1P He Tonb-
KO YTOYHEH AnarHos3, HoO 1 npoBefdeHa co-
OTBETCTBYIOLIAA KOppeKuusa, Tepanua unmu
peabunutaums (puc. 17).

Yncno  npeHatanbHO  BbIAABMEHHbIX
BPOXAEHHbIX MOPOKOB Pa3BUTUA UMEET
YeTKyto TeHAEHLMIO K POCTY 3a CYET BO3-
pacTaloLLlero Yncna BUTanbHbiX GOPM Kak
cneAcTBMe NOABMBLUENCHA CMOCOOHOCTU
He TONIbKO CMOTPETb B OKHO Y/bTpa3By-
Ka, HO 1 BUAETb B HeM HyHoe. Co3gaHune
LleHTpa npeHaTanbHOW AWArHOCTUKU B

Ho3onozauyeckue ¢popmbi MBIIP, ymouHeHHble y 0emeli nepabix MecsAues XKU3HU 8 npoyecce
2eHemu4ecKo20 MOHUMopuHaa e 2009 200y

HacneacrBeHHble cMHAPOMBbI Konu- HacnepacTBeHHble CMHAPOMBI Konu-
4ecTBo uecTBo
peren peren

ANbOVHN3M N1a30-KOXKHbIV 1 C.Bunbamca 1
ApTporpunos 1 C.lonbgeHxapa 2
AxoHpgponnasua 1 C.Knunnena-TpeHoHe 3
lepmadpoanTnam 1 C.KopHenun-ge-Jlanre 1
NxTnos 2 C.Kpurnepa Hosapa 1
KpaHnocmHocTo3 1 CJleHua 1
Jinmdepema | Tnn 1 C.MapdaHa 1
MacTtouunTtos 1 C.MeHkeca 1
HelnpoKOXKHbIN MenaHo3 1 C.Nonanpa 1
Helpodpubpomatos 2 C.NMonncnHgaktunmum 1
HecoBepLueHHbIN OCTeoreHes 2 C.Mpagepa-Bunnun 1
PacceAaHHbIV aHrMOMaTOo3 3 C.Paccena-CunbBepa 1
C. Aaze 1 C.CmuTta-Jlemnn-Onunua 1
C. AgpeHoreHuTasnbHbIN 2 C.®paHyeckeTTn 1
C. AkpouedanononncuHaaKTUIns 1 C.lUrypre-Bebepa 3
C. ApHonbga-Kuapwu 1 CnHAAKTUANA NONHaA 1
C. [mneptpmnxo3 yHeBepcanbHbIl 1 Ty6epo3HbI CKNepos 1
C.Mbepa-PobeHa 2 ®ocoar-gnabet 1
C. PybuHwrenHa-Tenbm 1 Bcero 53
C.bnoxa-Cynbubeprepa 1

C.Bupemana-bekButa 2
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coctaBe XCMIL, nepeBoauT akueHTbl Ha
npeHaTtanbHyo auarHoctuky BI1P, acco-
LUMMPOBaHHbIX C Hac/neacTBEHHbIMK 60-
nesHAMN obMeHa, He CyXuBaa ee Nuulb
[0 XPOMOCOMHbIX 6onesHen (puc. 12).

§FEREEEEREE

Puc. 12. Yucno npeHamasneHo 8b1516/1€HHbIX
8pOoX0eHHbIX NOPOKOB pa3eumusi

a- pe3Koe yKopoyeHue 6-Oechopmayus
KOHeYHocmeu NO380HOYHUKA

Puc. 13. HecogepuieHHbili ocmeozeHe3

Puc. 14. AOpeHozeHuUmManeHvili CUHOpom
a- bonbwue nosnoseie 2ybbl
Komopble HanOMUHAarm MOWOHKY
6-lunepnnasus 60/16WUX NOJI0BbIX 2y6
8- [unepnnasus HAONOYe4YHUKOB

B cooTBeTCTBMM C JOrOBOPOM O COTPYA-
HMUYyecTBe C AeTCKUMM KIIMHMKaMKN ropoaa
Ha MPOTAXEHUN MHOTUX NeT BCex AeTen
C NOJO3pPEeHMEM HA HACNefCTBEHHYIO Na-
TONOIMI0O OCMATPUBAIOT BPaAYN-TEHETUKU
BbiCLenKBanmdukaumn. JononHntTenbHoe
obcnepgoBaHme nposogutca B XCMI'L,.
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BblCOKUIM ypOBEHb KNMHNYECKOW OLIEHKU
$EHOTUNMNYECKNX AaHHbIX, UCTOPUN XKN3HW
1 6one3Hn 60NbHOrO, aHaNM3 POAOC/IOBHOM
CEMbM MO3BO/IWIIBPaYaMreHeTukamobecne-
YATb TOYHYIO KIIMHUYECKYIO AMArHOCTUKY,
NOATBEPXKAEHHYIO 3aTeM WHAMBUAYaNbHO
nofgobpaHHbIM - [OMONHUTENbHBIM  BUOXK-
MUYECKUM, MONEKYNAPHO-TEHETUYECKUM 1
MOPPONOrMYeCKM NCCIeJOBAHNEM.

HakonneHHbIM onbIT NO3BONWI NOAOUTU K
ANArHOCTUKE SMUreHeTUYeCKNX 6onesHen.

JNUreHeTUYeCKNM KOHTPOb — U3Me-
HEeHMe >SKCNPecCun reHOB MNPOUCXOAUT
6e3 M3MeHeHMA NepBMYHOWN NOCNefoBa-
TenbHOCTU HyKneotugos OHK. Metunnu-
poBaHue [JHK perynupyet skcnpeccuio
reHoOB Yyepes3 MexaHM3M KoOMMNaKTusauyum-
AEKOMMaKTU3auum XxpoMaTuHa.

MeTnnnpoBaHune LMTO3MHOBbIX OCHOBA-
HuM JHK npeponpegensaeTr B3anmogen-
cteue mexay IHK u 6enkamu, BxopAawmmm
B COCTaB XpOMaTWMHa. DTO B3ammopgeun-
CTBME Yyepe3 MexaHU3M KOMNaKTM3aumu-
AEKOMMAaKTU3auum XpoMaTuHa 1 perynm-
pyeT 3KCNpeccuio reHoB

Perynauyna skcnpeccumn reHoB obecne-
YMBAETCA XUMUYECKN MoandULMpPOBaH-
HbIMW HYK/T€OCOMHbIMWN FMCTOHaMK (aue-
TUINPOBAHHbBIMU, METUNNPOBAHHbIMM
nnn GochopunnpoBaHHbIMK).

Mob6unbHOCTb XpomMaTrHa obecneymBa-
0T 3H3UMbI — amunTpaHcdepasa rmcrTo-
HOB 1 feaueTunTpaHcdepasa rMcCTOHOB.

JnureHeTMka OTKpbla nepef KavHuye-
CKMMN TeHETUKAMX HOBble BO3MOMHOCTU
y3HaBaHVA pefKkux GonesHen M MokKaszana,
YTO HbIHELIHAA HacneacTBEHHAsA MaToso-
rma abConMOTHO MHAMBMAYanbHa, npep-
CTaBJ/IeHHbIE Y MALMNEHTOB «KOHINIOMEepPaTOM
6onesHen» (PeHOMEH CUMHTpONUK), MaHU-
buctnpyet npu ycnosnn Hannuuma myTtaumm
(ApepHOM NN MUTOXOHAPWANBbHOM), Meana-
TOPOB (reHeTn4Yeckoro ¢poHa) U TPUIrepoB
(HenpaBWNbHOrO NUTaHWUSA, NMHOEKUUN, Ky-
peHua, cynepcrpecca).

Knaccundumkauma snureHeTnyeckmx bones-
Hel pa3pabotaHa C.A. HazapeHko (2004):
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HapyLueHme nnreHeTn4YecKoro cratyca
OTAEJIbHbIX YYAaCTKOB reHoOmMma

(nokanbHbIN 3¢ PeKT)

HapyweHue anureHeTn4eCKoro crartyca
Bcero reHoma (rno6anbHbin 3¢ PeKT)

1. bonesHn, obycnoBneHHble
yHacnegoBaHHbIMY MyTaLMAMMU,
HapyLLaLWUM MOHOANJIENIbHYIO 3KCMPEeCCcuio
reHoB — 60/1€3H1 FreHOMHOIO UMMPWHTUHTA
(cuHppombl BupemaHa—bekBuTa, Npagepa—
Bunnu, SHrenbmaHa)

1. bonesHu, obycnoBneHHble
yHacnegoBaHHbIMU MyTaLMAMMK FreHOB,
NPOAYKTbl KOTOPbIX BOBM€YEHbI B
nogaep»kaHue ypoBHA metunmposaHma JHK
1 moanduKaL Mo CTPYKTYpbl XpoMaTnHa
— CnHgpombl ICF, PeTTa, ATR-X,

PybuHwTenHa—Tenbun, KopdrHa—Ilaypu

2. bonesHu, 06ycnoBneHHble HapyLUeHHbIM
CTaTyCOM METUNIMPOBaHNA OTAESbHbIX FEHOB
B pe3ynbTaTte de NOVO BO3HMKLUMX MyTaLuiA
B COMATMYECKUX KNIeTKaxX — a) paKkoBble
60ne3HK, CBA3aHHblE C NOTePeN UMNPUHTUHTA,
npuBoAALLEl K aKTUBaLMN HEAKTUBHOTO
reHOB WV NOJABNEHNIO SKCNPEeCCUm akTUB-
HOTO reHa;

6) pakoBble 60ne3HM, 06yCNoBIEHHbIe
rMNepMeTUIMPOBaHEM NPOMOTOPOB

reHOB OMYXOJIEBbIX CYNPECCcOPOB U NX
VHaKTVBaLUMen

2. bonesHu, 06ycnoBneHHble rMo6anbHbIM
HapyLleHNeM METUIMPOBAHMA reHOMa B
pe3ynbTate de NOVO BO3HMKLIVIX MYyTaLMiA
B COMaTUYeCcKmnx Knetkax— Pakosble
60ne3Hu, cBA3aHHble ¢ rnobanbHbIM
rMNOMeTUIINPOBAHNEM FEHOMa,
NPUBOAALLMM K aKTUBaLN OHKOTEHOB,
PETPOTPAHCMNO30HOB U XPOMOCOMHOW
HecTabunbHOCTU

MpumepomMm enureHeTUYeckom 60ne3Hu
ABNAeTcA cMHApom Petra.

CuHapom PeTTa— KNMHNYECKMIN AnarHos,
NoATBEPXAEHHbIN aHaNM30M MyTauuu B
reHe MECP2.CuHgpom PetTa (CP) ABnAetca
X-cuenneHHbIM HapyLleHeM, Bbi3BaHHbIM
MyTaumamu B reHe metun-CpG-cBA3aHHbIN
6enok 2 (MECP2). BeposTtHocTb — 1:10000
- 1:15000 »eHwmnH Bo BceM mupe. Obuian
[ HK 6bina BblgeneHa ns Cyxmx NATEH Kpo-
BU c ucnonb3oBaHnem QIAmp DNA Mini Kit
(Qiagen) cornacHo npotokony. leHomHasA
[HK 6bina ncnonb3oBaHa anAa amnnndurika-
LnK KoAMpytoLen nocnefoBaTenbHOCTU.

CekBeHMpPYIOWNIN aHaNn3 BbIABWI He-
6onbwyto geneunio 4 ocHoBaHnn AAAG B
nosuuymmn 856-859 B s3k3oHe 4 reHa MECP2
(856-859de14). dta myTauma npuBOAUT
K CABWUIY pamKun cumtbiBaHuA (K286fs) n
npexaeBpeMeHHOMY 06pa3oBaHUA CTOM-
kKogoHa. Ob6pasoBaHue npexaeBpPeMeH-
HOrO CTOM-KOAOHA MNPUBOAUT K CUHTE3Yy

GYHKUMOHANbHO HEMONHOLEHHOro Npo-
TenHa MECP2. Jlokanusauma myTtaummn B
TPAHCKPUMLMNOHHO-PENpPeccnBHOM AOMe-
He, BO3MOXHO, BNMAET Ha GyHKLMIo benka
MECP2 B npouecce TpPaHCKPUMNLMOHHOWN
penpeccmn. OTO NepBbi Cnyyan B YKpaun-
He, B KOTOPOM KANHUYECKUIA AUarHo3 CUH-
Apoma Petta Obin noaTBepAeH MyTauum-
OHHbIM aHanu3om reHa MECP2.

Cnngpom PetTta AaBnaeTca X — cuenneHHbIM
AOMWHAHTHbBIM HapyLueHneMm. KnuHnyeckme
XapaKTepUCTUKN cnHApoMa PeTta 6biin
BrepBble onncaHbl B 1966 rogy neanatpom
(BeHa). OH aBNAeTcA Hanbonee yacTom reHe-
TUYECKOW NPUUYNHON YMCTBEHHOM OTCTano-
CTN Yy fieBOYEK, Ha 2 MecTe nocsie CMHAPOMaA
HayHa. BepoATHOCTb cuHgpoma Petta -
1/10000 - 1/15000 »eHwumH. O6Hapy»keHne
reHa cuHgpomMa PeTta oueHb CNOXHO M13-3a
HefoOCTaTKa ceMenHbIX cnyyaes. leH MECP2
6b1n1 KapTpoBaH Ha Xq28 mexay L1CAM n
RCP/GCP HeckonbKo neT Ha3ag.

- S

Puc. 16. Cxema 2zeHa MeCP2 u nokanusayusa mymayuu K286fs
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Ero npoaykT, metnn-CpG-CcBA3aHHbIN 6eNoK
2 (MECP2) yyactByeT B anureHeTU4YeCcKon pe-
rynaumm (metmnmpoBaHuu). HepgasHo nony-
YeHHble AaHHble MOATBEPAWIIV HEOXKNOAHHYIO
ponb MECP2 B reHHOW 3KCnpeccn B HEPBHOM
cncteme. Mytauum B reHe MECP2 6binn 06-
Hapy»eHbl y 80% naumeHToB C CUHAPOMOM
PetTa BO BCem Mumpe. Yactota obHapy»xeHna
KonebnetrcA B 3aBMCMMOCTM OT NpeaBapu-
TeNbHOro KNMHNYECKOro AMarHo3a.

HecmoTpA Ha CKPWHWHE, OCHOBaHHbIN Ha
CeKBEHCMPOBaHMM  KOAMPYIOWMNX SK30HOB
N CMEXHbIX WHTPOHHbIX MOCNefoBaTesib-
HOCTeln, MyTaumn He BbiaBneHbl B 20 — 30%
Knaccnyecknx cny4vaeB cvHgpoma Petra.
BepoATHO, MyTaLumn BCTpeyatoTca B perynu-
pytowmx obnactax MECP2, kotopble He 6binin
nccneposaHbl. CywwectsytoT 8 npeobnagato-
LLMX MyTaLMI, BbI3blBalOLLMX CUHAPOM PeTTa,
KOTopble OTBeYaloT 3a 6bonee yem 50% Bcex
cflyyaes.

OnucaHune HabnogeHus: [leBouka poaw-
nacb OT 3[40POBbIX poauTeneil C MOMOLLbIO
KecapeBa CeueHus, ee BeC Npu poXaeHUn
6b171 3000 T, pocT 50 CM, OKPYXHOCTb FOSOBbI
37 cm. Bospact matepwm 6bin 33, otua — 35 ne.
Bropoi1 pebeHOK y 300pOBbIX poguTtenen, He
ABNAOWMNXCA KPOBHbIMU POACTBEHHMKaMU,
MMBYLLMX B ManeHbKOM cene B YKpauvHe. Ee
cTapLuas 14-neTHAn cecTpa 340poBa.

B Bo3pacte 5 mec. pogutenu 3ametvnm
nepBble NPV3HAKM NCUXOMOTOPHOW 3aJep-
Kn pa3suTnA. C 6 mec, nocne gobasneHus B
nyiTaHVe OBCAHOW Kaluu, MOABMNACb Anapes,
notepsa Beca. CuHgpom PeTTa 3anofo3peH B
Bo3pacTe 18 mec. C 3x fleT cTpadaeT TAXenom
dU3MYECKON 1 YMCTBEHHOW 3aePXKKOW pas3-
BUTUA, peyb OTCYTCTBYeT. HM3Kaa macca Tena
- 11,5 kr, pocT 115 €M 1 OKPYXHOCTb rOJI0BblI
47,5 cm (Bce napameTpbl Obin CHUXKEHDI Ha 5
%.). HabniogaeTca ctpabusm, B3gyTre »1Bo-
Ta, orpaHnyeHne obbema ABvx<eHU beapa.
OTtmeueH aednumnt BHUMaHMA. B pykax Hapy-
LLIeHO CKOOPAVHNPOBAHHOE ABMXKEHNE.

MeTogpbl. Obuee reHomHas [JHK 6bina ns3-
BJIeYEHa N3 CyXMX MATEH KPOBK, NCNOMb3yA
QIAmp DNA Mini Kit (Qiagen) cornacHo npo-
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ToKona. lMapbl NparimepoB GbiNM UCNONb30-
BaHbl Ana amnandukauum MECP2 - kopw-
PYIOLLMX 3K30HOB M CMEXHbIX MHTPOHHbIX
nocneposatenbHocter. PCR nposogunocb
npn obwem obbeme 50MMONb/N BKOYAA
1XPCR 6ydep n PC2(cHabxanacb 3,5 mM
MgCl2) 0,2 mM dNTPS, 2,5 eanHuy Klen Taq
nonumvepasbl (GeneAge), 20 pmol Kaxgoro
npanmepa n 100 ng reHomHon JHK. MNapa-
MeTpbl ymkna obinm 95 °C 2 MUHYTbI, 3aTem
30 yuknos no 95 °C 30 cekyHg, 60 - 67 °C
30 cekyHg, 72 °C 45 cekyHg, 72 °C 10 MUHYT.
Mpopyktbl PCR Gbinn BbigeneHbl 13 rens “
agarose’, ncnonb3dya QIAmp DNA Mini Kit
(Qiagen) cornacHo npotokona. ABToMaTnye-
CKOe cekBeHcrpoBaHue npoaykToB PCR6bI1O
BbIMNOSIHEHO C Kcnonb3oBaHvem ABI PRISM
BigDye Terminator v 3.1. ®parmeHTbl ceKBeH-
CUPOBaHKA 6bIV pa3geneHbl KanuaAPHbIM
anekTpodope3om 1 onpeaeneHbl yepes na-
3ep, VMHAyuMpylowmn ¢nyopecUeHUmio Ha
ABI PRISM 3100/3100 — Avant reHeTUYeCKOM
aHanm3satope. Pe3ynbraTbl ceKBEHCMPOBAHMWA
OblIM CpaBHEHbI C MOC/IE[OBATENIbHOCTLIO
reHa MECP2.

Pesynbratbl n 06cy»<aeHune. AHanm3 cek-
BEHCMPOBaHWA BbIAIBUT Hebonbluylo fene-
uuto 4 ocHoBaHum AAAG B no3uvumm 856-859
B 3K30He 4 reHa MECP2 (856 -859 de14). Jta
MyTaLumA NPUBOAUT K CABUTY PAMKUN CUUTbIBA-
Hus (K286fs) 1 co3paHmio NpexxaeBpeMeHHOro
cTon-kKofoHa. Co3gaHve npexaeBpemMeHHOro
CTOM — KOAOHA NPUBOANT K CUHTe3y 6esika reHa
MECP2. uarHo3 KIMHMYECKN MOXET ObITb
YCTaHOBNEH, HO aHanu3 reHa MECP2 yTouHs-
eT ero. KnuHnueckaa LenecoobpasHoCTb nc-
cnegoBaHns reHa MECP2 BkntouyaeT obecne-
yeHVe onpefeneHna puUcKa, onpeaeneHue
penpoayKTMBHOro Bblbopa (MpeHaTanbHasA
ANArHOCTMKa) U MONEKYNAPHOW OLEHKN C1b-
COB, UTO MOXET CrocobCTBOBATb YCTaHOBIE-
HMIO PaHHEro AVAarHo3a 1 leYeHNnIo.

B HacTosALwwee BpemA nssectHbl 6onee 200
Pa3nnNYHbIX MyTaLMiA B KNAaCCUYECKNX N HETU-
MUYHBIX CyYyasax cuHapoma Petta. OnncaHo
OrPOMHOEe pa3HoOoOpasne CTeNeHN TAKECTU
ANA KaXKAOW MyTaumm, MOSTOMY CIOMHO UC-
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Puc. 17. Mymayus (Oeneyus) 856 -
859de14(K286fs) y Ha6modaemoli nayueHmku
c cunopomom Pemma (a) u konmponexasa JHK
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Puc. 18. COsu2 pamku cHumolgeaHusi,
8bI38aHHbLIU Oeneyueli 4 0CHOB (KpacHbili),
pesynemamel o6pasoeaHus
npexxdespemMeHHO20 CMon- KOOOHA 8 6esike
mymupoeaHHo20 2eHa MECP2 (cuHuti)

MoNIb30BaTb AaHHble MyTaLuK, YTOObl COOpPaThb
nonesHyo MHGOPMALMIO O NPOrHoO3e NpobaH-
[la, KOTOpas ABMAETCA HOCUTENIeM MyTaLuu B
reHe MECP2. MyTtauun reHa MECP2 6binu Bbl-
ABSIEHbl B PA3/IMYHbIX PAcoBbIX rPyMnMnax 1 BO
MHOIMX €BPONENCKNX CTPaHaX (POCCUNCKME,
UTaNbAHCKNE, LIBEACKME, HeMeLKuMe, $paH-
Ly3CKMWe, CioBaLKme, BpuTaHCKne) BMecTe C
KUTANCKMMW, AMOHCKUMK, OpasmnbCckummn u
MaKNCTAHCKNMU NaumeHTamun. AHanm3bl MyTa-
LM OCTasIbHbIX HALLUX MaLMEHTOB Heobxoau-
Mbl 1A YCTAHOBMIEHNA MYyTaLMOHHOIO CrekK-
Tpa reHa MECP2 y yKpanHCKOro HaceneHums.

B XCMI'L, uncno gmMarHoCcUmMpoBaHHbIX 3Mnu-
reHeTnyecknx bonesHel pacter. Bce oHu xa-
PaKTEePU3YIOTCA HanMumemMy OAHOro 60/1bHOro
«KOHr/IoMepaTa» 6GonesHel, accouMmpoBaH-
HOTrO C reHeTMYeCKM GOHOM M3yyaeMoit Mo-
NyNALUK, LWMPOKON pPacnpoCTPaHEHHOCTbIO
NONMMOPPHbIX BapUaHTOB reHoB GpepMeHTOB
¢donatHoro umkna (puc. 19-22).
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Puc. 19. Cunopom Pemma Ha ¢hoHe
dedhuyuma ponamtozo yukna

Puc. 20. 3nuzeHemuyeckasa
60ne3Hb (2unoMemusiUpogaHue,
XpPOMOCOMHbIli (46,XY, 9

- phqgh)ueennbii (mymayusa

677 C-T e 2emepo3u2omHom

_ cocmosAHuu) nonumopgusmy)).

' Mszkasa zomoyucmeuHypus.
CuHOpomasibHas 3nwiencusl.

Puc. 21. SnuzeHemuyeckas 6onesHo
MosauyHas ¢popma cuHOpoma
Lilepewesckozo-TepHepa.
HapyweHue ¢hponamroezo yukna
(nonumopusm 8 2eHax cucmemeol hosIAMHO20
yukna. O6Hapy><eH nonumopgusm 677 C/T
MTHFR e 2emepo3u20mHOM cOCMOsIHUU,
2eH sHoomennuanvHol NO-cuHmasei 4a/4b
8 20M03U20MHOM cocmosHuu). Hapywerue
3Hepzemuyecko2o obmerHa (MNGIE?).
Bpo»«0eHHbIl 20pU30HMATbHbI HUCMA2M C
pPOMOMOPHbIM KOMNOHEHMOM (OnepamueHas
Koppekyus). lunepmemponu4eckut
acmuamamusm oboux 2nas. Aménuonus

2012
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Puc. 22. CemelinbIli cyyati snuzeHemuyeckol 6ose3Hu.
Funomemunupoeaunue [JHK, 0decpuyum ghonamuozo yukna,
HapyweHue o6mMeHa MemuoHUHA (Mo3auy4Has popma
mpucomuu no 21 XpomocomMe, XpOMOCOMHbIU nosiuUMopgusm
no xpomocome 1). lMonumopgusmel 8 2eHax ¢honamHozo yukna:
MTHFR 677 C/T 6 2emepo3uzomHom cocmosaHuu, MTRR 66 A/G e
20MO03U20MHOM COCMOAHUU

YrnybneHHoe nccrnegoBaHue 3nureHe-
TUYecKnx bonesHenm ABNAETCA OCHOBHbIM
HanpasfieHneM Hay4YHOW 1 NPaKTUYeCKomn
pabotbl O6beanHeHNA B HacTosALLee Bpe-
ma (puc. 23- 24

UL‘

Puc. 23. SnuzeHemuyeckas 6one3Hb: HapyuwieHue obmeHa
2/1uKonpomeu0does (GegheKm nocmmpaHc/IAYUOHHOU
moducgpukayuu nusocomaneHbix hepmeHmos). HapyweHue
o6meHa ¢honamHozo yukna (nonumopgusm 66A—G (122M) e
2eHe MTRR e zemepo3u20mHom cocmosHuu). XpoMOCOMHbIL
nonumopdgpusm: 46, XY, 14 ps+.

nuHHble (04eHb O7lUHHbIE) pecHUYbI, 2unepmesiopusm,
cepo-2o0s1y6ble cKsiepbl, SNUKAHM)

Puc. 24. Cundpom Cempe-YomceHa, emopuyHas
MumoxoHApuonamusi, deghuyum ¢hepmeHMo8 hosIAMHO20 YUKIa

46
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K 50-netnto ¢ MOMeHTa poXAeHNA KOoJl-
nektne O6beanNHEHNA rOTOBUTCA C SHTY-
31Ma3MOM, NOTOMY YTO OKa3ancA HY>KHbIM
YKpauHe, Hy>kHbIM ntoaam, ¢ 6egamm Koto-
pbIX OH BCerga rotoB okasaTbCA PALOM.
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Pes3ome

O0’eaHaHHS
«'eHeTHKA» - IK
HayKoBa Ta KAiHiYHa
0a3a cy4acHoi
KAIHIYHOI re HETHKH

O.A. [peyaruHa,
10.b. [peyaHuHa,
P.O. MoiceeHko

Y cTaTTi NpepcTaBneHnin piBeHb
HafaHHA MeOuKO-TeHEeTUYHOI [o-
NMOMOTN HacCesIeHHI0 Ha CyYacHOMY
etani. OcBiTNeHi wWnNAXM CTAHOB-
neHHs, ¢opmyBaHHA O6'€gHaHHA
«MefnuyHa reHeTUKa», a TakoX BU-
KOHAHHA enireHeTUYHOro KOHTpP-
onto. BiogmivaeTbca 3pocTaHHA yac-
TOTW 3yCTPIYAEMOCTI enireHeTUYHoI
natonorii y XCMIL i Ak Hacnigok
NiAKPEeCoETbCA  BaXKIUBICTb  Ta
HeobxigHicTb  6inbw  rMMbokoro
OOCNIAKEHHA enireHeTUYHNX XBO-
P06, Lo 1 € OCHOBHUM HaNpPAMKOM
HayKoBOi Ta MPaKTUYHOI Po6OoTK
O6’eHaHHA Y TenepiluHil Yac.

KnioueBble cnoBa: MefuKo-
reHeTMYyHa [OMOMOra, enireHeTny-
HUN KOHTPOMb, €eKCMpecia TreHis,
OHK.

Combining “Genet-
ics” - as the scien-
tific and clinical
basis of modern
clinical genetics

EY Grechanina,
Yu.B.Grechanina,
R.A.Moiseenko

Summary. The article shows the
level of health care to the popula-
tion-genetic nowadays. Lighted the
way to becoming, coalitions “Medi-
cal Genetics” and the implementa-
tion of epigenetic control. Been an
increase in the incidence of disease
in epigenetic HSMGTS and there-
fore emphasizes the importance
and necessity of in-depth study
of epigenetic disease, which is the
main research and practical work of
the Association in the present.

Keywords: health-care genetic,
epigenetic control of gene expres-
sion, DNA.

Journal the Ministry of Public Health of the Ukraine | N° 1 (1) 2012

O6beaunenue «ene-
THKa» - KAK Hay4Hasi
H KAMHHYecKast 0a3a
COBpPEMEHHOH KAH-

HHYECKOH IeHEeTHKH

E.A. [peyaHuHa,
10.b. IpeyaHuHa,
P.A. MouceeHkKo

B cTtatbe npepctaBneH ypoBeHb
OKasaHUsA  MEeAUKO-TEHETNYECKOW
NMOMOLLY HaceNEHNIO Ha COBPEMEH-
HoM 3Tane. OcBelLeHbl NyTU CTaHOB-
nenus, ¢opmmpoBaHua O6beau-
HeHnA «MeanUMHCKaa TreHeTuKay,
a TaKkKe OCYLLEeCTBNEHWA SMUreHe-
TUyeckoro KoHTtpona. OTmevaertcs
POCT YacToTbl BCTpeYaeMoCTy 3nu-
reHeTnyeckon nartonorun B XCMI'L
N Kak CnefcTBve MoAyvepKMBaeTcA
Ba’KHOCTb M HEobXOAMMOCTb Y-
6neHHOro MccnefoBaHWA SnUreHe-
TUYeCKnx 6onesHen, YTo 1 ABNAETCA
OCHOBHbIM HanpaBneHneM Hay4HON
N NpakTuyeckom pabotbl O6beanHe-
HWA B HacTosALLEee Bpems.

KnioueBble cnoBa:  mMefuKo-
reHeTUYecKas MOMOLLb, 3MureHe-
TUYECKNIA  KOHTPOJIb, 3KCMpeccus
reHos, [JHK.
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