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O0beaunenue «MeauIIHHCKAsI T€HETHKA»
KaK Hay4YHasi H KAHHHYEeCKas 6aza
COBPEMEHHOH KAHHHYECKOH I'e HETHKH

bypHoe pasButne monekynapHon meguuu-
Hbl MOKa3ano XW3HEHHYI HeobXOAUMOCTb
coeinHeHnA dyHAaMeHTaNbHbIX U NpUKnaa-
HbIX 3HAHWI ANs ganbHenwero 3¢pdeKTUBHO-
ro pasBUTUA OUMATHOCTUKU, NEYEHUs N npe-
AynpexneHnsa HacnencTBeHHOW naTonoruu.
CrpaTerva pa3BuTUA KINHUYECKON FreHeTKN
B XapbKoBe, pa3paboTaHHas 20 fieT ToMy Ha-
3ap B 10 npoeKTax, npegonpegenana MOHO-
NNTHOE coefuHeHWe neyebHON, YyuebHO,
Hay4YHON 1 OPraHM3aLNOHHO-METOANYECKON

TlencHbBaHCKHil yHHBEPCHTET
(1aBopaTopus reH. aHTPOIOIOTHIT)
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LEHTP IPEHATAJIBHOM
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Accoyuayus cemeit
¢ xpomocomnoil namonoaueii

paboTbl B €AUHOM YUYpPEeXAeHUM 1 eANHOM
KonnekTtuee. Vctekwnin nepuop aeAtenbHo-
CTW, OCHOBHbIM UTOFOM KOTOPOFO CTana WH-
Terpauusa MeauUUHbl U reHeTUKK, No3BonaeT
onpenenutb 3¢pGeKTUBHOCTb PabOoTbl TAKOroO
O6beanHeHus.

Ob6beanHeHne cospgaHo B 1984 r., Kor-
Aa 6bln opraHusoBaH Mexob6nacTHon me-
ANKO-TEHEeTUYECKNI UeHTp. B HacToAwee
BpeMs B COCTaB 06beanHeHua «MeanmumnH-
CKanA reHeTnka» BxogAaT (puc. 1):
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Puc. 1. Jleye6Ho-y4eb6HOe, Hay4yHOe, op2aHu3ayUOHHO-Memoou4eckoe O6veduHeHue
«MeouyuHckas 2zeHemuka» (cocmosHue Ha 20122.)
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+ XapbKOBCKMI cneumnann3npoBaHHbIN
MeaVKO-reHeTUYeCKUN LeHTp C 5-10 npo-
OUNbHBIMM  LeHTpaMn  (NpeHaTanbHOM
MeANUWNHbI, OHKOreHeTUYeCcKnn, Hacneg-
CTBEHHbIX 3ab0neBaHuin nerknx, metabo-
NNYEeCKUiA, NaToNOrMn CoeaANHUTENbHON
TKaHWu) (puc. 2);

« Kadenpa megnunHcKom reHeTnkn XHMY;

* YKPanHCKUA MHCTUTYT KNUHUYECKOW re-
HeTuku XHMY;

« Accouymauunm CrneuvanucTtoB u Ccemen,
MMerLwnx geten C HacneacTBEHHOW nNaTo-
noruven (puc. 3).

O6beanHeHne «MeauUMHCKAs TeHeTuKa»
obecneynBaeT NHTErpaUuo MeaNLUHbI 1 re-
HETMKWN B PErnMoHe 3a cYeT CNyXObl KOHCYNb-
TAHTOB-TeHeTUKOB B 15 geTCKux cTaumoHapax
M NOAMKAMHUKAX, a TakXe B 24 pPaMloOHHbIX
6GONbHMLIAX.

Puc. 3. 3acedaHue podumenobckux accoyuayuti

leorpadma 6GonbHbix (puc. 4), KoTopble
npownun obcnenosaHne B XCMIL, Hanpsamyto
CBA3aHa C MnpenofaBaTeslbCKOW [eATeNlbHO-
CTbio Kadeapbl MeAVLIMHCKON reHEeTUKN U YIb-
TPa3ByKOBOW AmarHoctuku B 1989-2000 rr.
CoTpynHUKM Kadeapbl Bble3kanu BO BCe ropo-
Ja YKpanHbl Ha MeCAYHbIe LMKIbl yCOBEPLUEH-
CTBOBaHMA Bpayen Mo reHeTuke, KOHCYNbTu-
poBanu 60MbHbIX 1 TeM caMmbiM GOpPMUPOBanM
MOTOK HamnpaBsJ/ieHHbIX AnA obcnefoBaHWA B
XCMIL.

%

L

Puc. 4. leozpacpus 60n6HbIX, KOMOpbIe Nnpownu
obcnedoearHue e XCMIy

Cneuran“3npoBaHHbI  MeanKO-TeHeTuYe-
CKUA LEHTP MMeeT COBCTBEHHYIO CTPYKTypy
(pnc. 5) n wWTaTHOE pacnucaHne, NOCTPOEHHbIE
B COOTBETCTBMU C FEHETUYECKMMU OCOOEHHO-
cTAMU  HaceneHnsa CnoboxaHLWmHbl. W3yue-
HUIO XapaKTepa NonynAuMmn 6bin NOCBALLEHDI
HayuHble aHanu3bl E. fl. [peyaHunHon, P. B. bo-

Puc. 2, 6. Knunuueckuti paz6op namonoauti ratoipésoii, J1. C. O3eposoir, E. A. AkoBeHKo,

Takaa CTpyKTypa ObbegnHeHnsa cnocoo6- E. H. babagxaHsaH, T. M. Tkaueson, J1. B. Mo-
cTBOBana GopMMPOBaHMIo KnnHUuecknx re- 10AaH, 0. b. Tpeuanuroi, E. M. 3abi6ckoi,
HETUKOB, BbICTyMalowmnx B Heckonbkux uno- O- B. Pomaaunoi, B. A. Tycap, U. B. Hosuko-
CTacsix — Bpaua, Nefiarora, opraHmsaropa. Bon B 1984-2005 rr. Pe3ynbTaT 3TX aHanu-
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30B MOCHYXWJ1 JOKa3aTesbHOW 6a3oin gna
dopMnpoBaHNA HanpaBleHU ANATHOCTU-
KW, NeyeHusa N npepynpexpeHusa Hacnepn-
CTBEHHbIX MaTONIOTUN.

HakonneHHble 3HaHMA W ONbIT Bpayen,
LIMpPOKOe UCNoJsib30BaHNe B paboTe Kriaccu-
yecKkoM N COBPEMEHHON CNpPaBOYHOW nuTe-
paTypbl, NPUMEHEHNE SKCNEPTHON CUCTEMDI
YTOUHAWOLWEN [OUArHOCTMKKU, NpoBefeHne
MexayHapoaHbIX KOHCUIMYMOB, B TOM Uncie
1 B pexkume online, Halwno oTpakeHne B BO3-
pacTaloWwem 4ucne Hosonornyeckmux ¢opm

HacneaCTBEHHOW NaToONOrnu, BbIABEHHbIX B
O6beauHeHun (puc. 6, 7).

B O6bepgnHeHun paspaboTaHa cucTema
OKa3aHMA MeANKO-TeHeTUYeCcKor MOoMOLLMK,
OCHOBaHHasA Ha 3HaHWUM reHeTUYeCKnX OCOo-
6eHHocTen nonynaumn. lNpoBegeHne mac-
COBOro CKpuHuHra Ha OKY u rumnotnpeos
(MyKoBMCLMA03 1 afpeHOreHUTaNbHbIN CUHA-
pom - c anpena 2012 r.), BbINOSIHEHNE MPO-
rPammbl Fe€HETUYECKOro MOHWUTOPUHIrA, W3-
yyeHue 3NUAEMUONOTNN N KIUHUKU MUTO-
XOHAPUWaANbHbIX  6GONie3HeNn, CeneKTUBHbIN
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CKPWHWUHT HAaCcneACTBEHHbIX 6one3Hen B Hau-
6oriee KpYMHbIX aKyLepPCKUX KINMHUKAX N He-
OHaTasIbHbIX OTAENIeHMAX MO3BOAUAN MONY-
YNTb TOYHbIE OLIEHKM O XapakTepe u yacToTte
HacnefcTBeHHon natonorun. CrneuunanbHble
MOJNEKYNAPHO-TeHeTUYEeCKe UCCIefoBaHUA
rannoTMnos M MonMMOpdU3MOB MUTOXOH-
ApwvanbHon [HK, nonumopdHbiXx reHoB ¢o-
NaTHOro uukna o603Haunnn HeKoTopble 0Co-
6eHHOCTM, no3BonAwlMe  NNaHMpPoBaTb
afeKkBaTHble MeToAbl NPOobMNaKTMKN Hacneq-
CTBEHHOW NMaToNornu.

Tak, c 2008 r. B O6beanHEHM NPOBOANTCS
CKPUHVHI NONUMOPPU3MOB B reHax CUCTEMbI
¢donatHoro uukna. BHavane 6bIM M3y4yeHbl
YacToTbl MONMMOPGHBIX TFeHOB QonaTHOro
UuKna B MonynAuuK, a 3aTeM YCTaHOBJIEHDI
vyactotbl annenen C677T MTHFR n A66G MTRR
cpenu 60nbHbIX C pas3nuyHbIMU Gopmamm Ha-
cneacTBeHHow natonoruu (tabn. 1).

Kak BugHo 13 Tabn. 1, Habnogaemoe pac-
npegenenve reHotunos gna C677T MTHFR
cornacyeTcs C OXugaeMbiMy YacToTaMm pac-
npepeneHna (ctatnctnyeckas o6paboTka
nposegeHa O. [NOXOTHUYEHKO).

Ona A66G MTRR cornacme mexgy pesynb-
TaTamy HabnaeHU N pacyeToB UHOE: Ha-

6niogaemoe konuvectBo Htzg (AG) MTRR
3HAUYUTENIbHO CHMXXEHO MO CPaBHEHMIO C OXU-
JaembiM; HabniogaeTcAa BblcOKasa YacToTa
natonormnyeckoro G-annenda B nonynAyum
(57,8 %) n BbICOKMIA MOKa3aTeflb FOMO3UTOT-
HbiX HocuTene MTRR - 37,0 %; Habnoaaemoe
konnyecteo Norm (AA) MTRR npesbiwaet
oXngaemoe.

AHanoruyHble pacuyeTbl BbIMOSHEHbI AJ1A
nccnefgoBaHWA — pacrnpefeneHns  KoMnayH-
fos nonumopousmos C677T / A66G Hmzg
(tabn. 2). Mpu 3TOM OTMeYEHO, YTO Habsio-
Jaemoe konuyectBo C677T / A66G Hmzg
(CT/AG) pocToBepHO MpeBbIWaeT OXKuAaa-
emMoe, 4TO MO3BOMWUMIO BbIABMHYTb Mpea-
NnoJsioXeHne O MoAfep)KKe eCcTeCTBEHHbIM
oTOOPOM 3TOro NaToONOrMYeckoro Komna-
yHaa. Hawwn HabniopgeHua Hap 6onbHbIMK —
HOCUTENAMW  KOMMayHAa B  COYeTaHUM
C TOYeYHOWN MyTauunen, acCouMUpPoBaHHOMN C
pa3HbIM/A HacneacTBeHHbIMK 3aboneBaHusA-
MW, CBUAETENbCTBYIOT 00 N3MEHEHUN FeHHOM
SKCMpeccum, o Hannunn «CTepTon KInHuYe-
CKOW KapTUHbI» OCHOBHOIO MOHOIEHHOrO 3a-
6oneBaHus.

MPUHATO CunTaTb, UTO OCHOBHbIM akK-
TOPOM, KOTOpbIA onpegenseT BCTpeya-
emMoCTb annener, obycrnoBnUBaOLWMX MOAK-

Tabnuuya 1
Yacmoma anneneti C677T MTHFR u A66G MITRR (n=1938)
t Kpute-
Ha6niogaeman pui Oxunpaemasn
Monumop- leHoTMNBI o PasHmua
yacrtoTa, % t- Tabn. yacTtoTa, %
dusmbi n annenu n=1938 h=1938 yacror
1.96
Htzg (CT) 43,3 1 42,2 1,1
Hmzg (TT) 8,7 1,3 9,2 0,5
C677T
MTHFR Norm (CQ) 48,0 0,54 48,6 0,6
YacToTa
T-annena 30,3
Htzg (AG) 41,8 6,36* 48,8 7*
Hmzg (GG) 37,0 3,3*% 334 3,6%
A66G MTRR
Norm (AA) 21,2 3,78* 17,8 3,4%
YactoTa
G-annens >78

lMpumeyuaHue: * - YKa3aHbl 3Ha4eHnA, 4117 KOTOPbIX OTK/IOHEHMA OT paBHOBECUA ABNAIOTCA AOCTOBEPHbIMIN.
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Tabnuya 2
Yacmoma pacnpedenerus KomnayH008 NoUMopgpu3mos
C677TMTHFR/A66G MTRR (n=1938)
t-kpute-
Ha6niopgaemasn . Oxunpaeman
KomnayHpapbi yacTtoTa, %, pun YyacrtoTta, % Pa: Huua
n=1938 t-tabn. | n=1938, Hacror
1,96

C677T Htzg/A66G Htzg (CT/AG) 18,3 2,7% 20,6 2,3*%
C677T Htzg/A66G Hmzg (CT/GG) 16,3 2,6% 14.1 2,2%
C677T Hmzg/A66G Htzg (TT/AG) 33 3,0% 4,5 1,2*
C677T Hmzg/A66G Hmzg (TT/GG) 35 1,0 3,1 04
Norm/Norm (CC/AA) 10,7 2,9% 8,7 2,0*
C677T N/A66G Hizg (CC/AG) 20,2 39 23,7 3,5%
C677T N/A66G Hmzg (CC/GQ) 171 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 1,0 1,6 0,3

lMpumeyaHue: * - yKa3aHbl 3HaYeHWA, A1 KOTOPbIX OTKNOHEHWA OT PaBHOBECUA ABNIAIOTCA OCTOBEPHbBIMU: paCcCYnTaHHbIe t - KpuTe-

PV NPEeBbILLALOT TABANYHBIN.

mopdusm, AsndAetca AanddepeHUmnanbHbI
oT60p. BepoATHO, B Npolecce pa3Butus, Ho-
cuTenn nonuMmopdusma UMEIT CeneKkTMBHOe
npeumylecTso. Bo Bpema ronoga, Kotopbii
HaceneHne YKpauHbl Mepexnsano Heo[HOo-
KpaTHO, HOCUTENN BbICOKOW 4YacTOTbl annens
C677T MTHFR nmenu, no-sngnmomy, npemmy-
LLeCTBO NPY ECTECTBEHHOM OTOOPE: CHUXKEHNE
akTMBHOCTU depmeHTa MTHFR npusoamno K
CHVXEHNI0O peMeTUANPOBaHNA FOMOLNCTEN-
Ha U No3ToMy TeTparuapodonat CoXpaHancs
ONA >KN3HEHHO BaXXHOMO CUHTE3a HYK/enHOo-
BbIX KMCNOT. Mbl NpegnonoXxmnnu, 4to BbiICOKas
yactota G-annena MTRR B ykpaumHckon no-
NynAuMn MOXeT ObITb CrieacTBreM «3pdeKTa
OCHoOBaTenA».

OTmeueHHOe  HapylleHne  paBHOBeCUA
B pacnpegeneHnn reHOTUMNOB  KOMMayH-
gos MTHFR/MTRR, no-sugumomy, rosoput
O B3aMMHOW KOMMEeHCaLMM MyTaHTHbIX anse-
nen: npucoeanHeHun nonumopodunsma A66G
MTRR Hmzg k C677T MTHFR Htzg moxeT no-
BbIlLATb MPUCMOCOGNEHHOCTb UHAMBWAA, T. €.
HOCUTb XapaKTep afanTUBHOrO reTeposuca.
DTV JaHHble MO3BOSIMAN HaM He TOMIbKO pas-
BEPHYTb LUMPOKOE UCCIefoBaHNe Ponu Hapy-
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LWeHWA PeEMETUSINPOBAHUA METMOHUHA B MaHU-
dectaumm pas3nnuHbiX GOpM HacneaCcTBEHHOM
naTonorny, OTMETUTb (PEHOMEH CUHTPONUWU,
BUAOM3MEHALWNIA peHOTMN, 06YCNIOBNEHHbIN
FeHHOW CUHTPOMMWEN, HO U HaMTK NMyTX naTore-
HETUYECKOW Tepanum Afig MHOTMX OONbHbIX.
bnarogapa ToMy, uTO MOTOK HanpaBnse-
MbIX Ha KOHCynbTauuio cemen GopmmpoBsan-
CA Bpayamu B mnpouecce KOHCYnbTauun Ha
MecTax, co3fanacb peanbHas AOCTYMHOCTb
MeONKO-TeHeTUYEeCKON MOMOLLU HaceneHuio.
A 6ecnnatHoe obcnyuBaHMe CNocobCTBO-
BaJio POCTY YMCIIa MOCeWeHN, PaBHO Kak 1
BbICOKMNI NMpodeccMoHan3m KOHCYIbTaHTOB

(puc.9).
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Puc. 8. O6wee yucno nocewjeHuti e XCMI'y
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Puc. 9. jlunamuka o6pawyaemocmu nayueHmos 8 XCMr'Y
c1999 no2010.a.

MepBbiMM 60NbHBIMU, NPUHATBIMK B 1965 T.
BpayaMu-reHeTMKaM B Me[MKO-TeHeTnvec-
Ko nabopatopumn Kadeapbl akylepcTBa K
ruHekonorum XMW (kotopasa uepes 30 net
nepepactet B O6beanHeHne «MeanumnHckan
reHeTuka»), 6bIIM cemby € MyKOBUCLMA030M
W afpeHoreHNTanbHbIM CUHAPOMOM. 3TO U
onpeaennno NHTepec K HacnenCcTBEHHbIM 60-
ne3HAM obMeHa BeLLeCTB Ha NPOTAXKEHNM BCe-
ro CyLwecTBOBaHUA LeHTpa.

YBennueHune ymncna 6MoXmMmMmyecknx nccne-
AOBaHUN MPAMO CBA3AHO C paclIMpeHnem
TexHonornyeckon 6asbl (puc. 10).
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Puc. 10. Konuyecmeo nayueHmoe, KOMopbiM npoe8edeHo
6uoxumuyeckKoe 06csiedosaHue

Monck meTabonnuecknx MapKepoB C WC-
nosib3oBaHMem nporpammbl Human Metabo-
lome Database npoBogutca eXegHEBHO B
npouecce yTouHsoLWeN AUAarHOCTUKK, 06A3a-
TeNbHbIM CMPAaBOYHUKOM ABNAETCA 2N1IEKTPOH-
Hbln KaTanor Merck (Manual for healthcare
professionals:  on-line  Medical Library.
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Pediatrics. Inherited Disorders of Metabolism
Amino Acids, Organic Acids, Fatty Acid and
Glycerol Metabolism Disorders).

MNpn pacnpegeneHnn MOHOreHHOW naro-
NOrKn B COOTBETCTBUM C KaTasiorom CMuTTa u
knaccndukaumein H. bnay, I XoppmaHHa o6Ha-
PY>KEHbI:

+ HapyweHus metabonusma OA u TeTpa-

rmapoouonTepuHa;

+ HapYyLUIEHNS HENPOTPAHCMNCCIN;

« HapyweHua T[ABA, ravuuHa, cepuHa
N NPONNHA;

+ HapyLlleHus pacluennieHns TUPO3nHa;

+ HapyleHnsa meTabonmama rucTanHa;

+ HapylleHnAa BanuHO-NENUNHOBOro MeTa-
60nn3ma;

+ HapyLeHWA raMMa-ryTaMMHOBOIO LMKNA;

+ OpraHuyecKkue aunaypuu;

+ HapylweHns o6MeHa cepocofepKallnx
aMWHOKUCIIOT;

+ HacsieACTBEHHbIE FMNepamMmmMOHNEMINN;

+ HapyleHnss oOMeHa OPHWTWHA , TN3KHA,
TpuntodaHa;

+ HapyLleHWe TPaHCNopPTa aMNUHOKNCIIOT;

+ HapyleHNs MUTOXOHAPUANIBHOIO OKUC-
NEHNA KUPHBbIX KUCNOT 1 MeTabonumsma
KETOHOBbIX Tef;

+ HapylueHne MmeTabonr3ma yrneBogos;

+ MyKOMOJICaxapugosbl;

+ ONIMrocaxapuaossbl;

+ BPOX[JEHHble HapyLleHusA MNKO3UINPO-
BaHUA;

+ BPOX[JEHHble HapyweHuna Metabonusma
NypPVHOB 1 MNPUMUANHOB;

+ HapyLleHUs obMeHa KpeaTNHOB;

+ MEepPOKCMCOMHbIE HapyLLEHNUS;

+ HapyLlLeHNa MUTOXOHZPWANIbHOIO SHepre-
TUyeckoro metabonvama;

+ FreHeTnYecKne AUCTMNONPOTENHEMUY;

+ HapyLlIeHUs CMHTe3a N MeTabonn3ma cTe-
pouzos;

+ BPOXJEHHble HapyLeHnA BoCnHTE3a XO-
necTepuHoB

+ nopoupun

+ HapYLUEHUS CUHTE3a KENTUYHbIX KUCIOT

+ HapylweHuss MeTabonuama mMefgu LMHKa
n Xenesa;

+ Apyrue metabonuyeckue HapyLleHus.
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Tabnuya 3

Ho3onoauyeckue hopmbl HacieOcmeeHHOU namoJsio2uu, evisiesieHHble 8 XCMIL 6 2000-2009 22.

BbiaBneHo V,qe:::bm
n /f1 Hosonornuecku ¢popmbi Bbzc:;:H o ZB;:;E?L%I:. (OT::? (;l(l)nocno
4ucno) nayueHToB)

1 2 3 4 5

1 |Aase cmHgpom 1 - -

2 |Aapckoro cnHgpom 4 - -

3 | ApunosoreHuTanbHaa guctpodusa 5 1 0,029

HEeNCTUHHaA

4 | AgpeHoreHuTanbHUM CUHAPOM 8 2 0,068
5 |AkpoocTteonus 4 1 0,029

6 |AxkpouedanocmHpakTnua (A1) 1 1 0,029

7 |Anoneuwus 12 5 0,180

8 |AnbbuHU3M 2 - -

9 |AnbnopTta cMHAPOM 8 - -
10 |AMmnHoauugonartus 17 1 0,029
11 | AMUHOauMaoNaTA TPAH3UTOPHasA 5 1 0,029
12 | AMVHOAUMAypuUA reHepanmM3oBaHHasA 1 - -
13 | AMrnoTpoduuecknii 60KOBOI CKepo3 2 0,029
14 | AMnoTtpodus HeBpanbHana 1 1 0,029
15 | AMrnoTpodua cnruHanbHas 1 - -
16 | AHrenbmaHa CMHOPOM 5 - -
17 | ApHonbga—-Knapu cuHgpom 4 1 0,029
18 |Axongponnasusa (AL) 14 4 0,140
19 |AuepynonnasmmHemus 1 -
20 |Aumpo3 noyeyHbIn TyOynapHUi 2 0,068
21 | Aumpypus anbdpa-aMmrHOagUNUHOBASA 2 - -
22 | Aumpypuvisa aprmHUHAHTapHaA 2 - -
23 | Aumpypus ramma-aMrMHo6yTMpoBas 7 1 0,029
24 | Aungypva raMMa-amnUHOrnyTapoBas 1 - -
25 | Aumpgypwsa rnytapoBas 3 2 0,068
26 | Aumgypus opraHuyeckas 61 2 0,068
27 | Aungypvia nponvMoHoBas 4 - -
28 | Aumpypus dymapoBas 1 - -
29 |bekButa-BupgemaHa cnHgpom (A1) 9 0,090
30 |bepa cuHpgpom 2 - -
31 |bepapgnHennu cnHgpom (AP) 1 1 0,029
32 |bukcnepa CMHAPOM 10 1 0,029
33 | bnoxa—-Cynbubepra cMHAPOM 26 14 0,500
34 |BaappaeH6ypra cuHgpom (AL) 1 1 0,029
35 |BanuHemnsa 2 - -
36 |Beinna-Mapue3aHu cMHOpPOM 6 1 0,029
37 |BuBepa cuHgpom 2 - -
38 |BunbcoHa-KoHoBanoBa 6onesHb 10 - -

34
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39 |BunbAmca cuHgpom 8 - -
40 |Buckotta-Ongpuya cMHapoOM 1 - -
41 |Butunuro 4 2 0,068
42 |BpokpeHHasa nxtnosodopmHas 3 3 B

6ynnesHas 3pUTPoOAEPMMSA
43 igii(#g;?aﬂ HenepeHOCUMOCTb 2 1 0,029
44 |Tanakto3emus 4 1 0,029
45 |lannepBopgeHa-LnaTya cnHapom 2 - -
46 |laHrnno3npgos-Gm 1 1 - -
47 |lemaHrnmoma 22 9 0,320
48 |lemaHrmoma KaBepHoO3Has 4 4 0,140
49 |TemaHrnomaros 18 5 0,180
50 |lugpokcMnponnHemma 2 - -
51 |Tuapouedanua BpoXKaeHHas 2 2 0,068
52 |TunepamuHoaumngemua 3 - -
53 |nnepamnHoaungypvs 1 - -
54 | TunepammoHnemma 10 5 0,180
55 |TunepaHgporeHua 1 1 0,029
56 |MnepbunnpybmuHemums 1 1 0,029
57 |TvinepravynHemna 7 -
58 |uneprnnuymHypua 3 - -
59 |TunepnusnHemua 3 - -
60 |[mnepokcnnponuHypus 21 2 0,068
61 |lvnepnponakTuHeMmnsa 4 4 0,140
62 |unepnponuHemuns (AP) 11 4 0,140
63 |[MnepnponnHypua 13 1 0,029
64 |lnepdeHnnanaHnHemMma 22 4 0,140
65 |lno-6eta-nunonpotenHeMma 1 - -
66 |MnomenaHos NTo 20 4 0,140
67 |nnonna3sma Kopbl HAANOYEYHNKOB

BPOXXAEeHHaA ' A 1 1 0,029
68 |lnonnasua amanu 3y6os 1 - -
69 |MNoTnpeo3 BPOXAEHHbIN 37 5 0,180
70 |MNoTnpeos TpaH3UTOPHbIN 12 1 0,029
71 |Tunopocdatasus (AP) 6 1 0,029
72 |TunoxoHaponnasus (A1) 10 - -
73 |TuctmguHemmns 1 1 0,029
74 |TuctngnHypus 1 1 0,029
75 |TuctmoumnTos X 1 - -
76 |[nMukoreHo3 1 - -
77 |TonbgeHxapa cMHAPOM 1 - -
78 |lonbaeHxapa cMHAPOM 7 2 0,068
79 |lTonbua cMHapPOM 4 - -
80 |lomoumncTHypuA 32 15 0,540
81 |lTopnuHa-TonbTua cuHapom (A) 44 10 0,360
82 |lowe 6onesHb 3 3 0,090
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83 |[paHynemarto3 XpoHNYeCKni 1 - -
84 |[e na TypeTTa CUHAPOM 2 - -
85 | e ToHn-ebpe-DaHKOHN CUHAPOM 1 1 0,029
86 |[deHan-Yokepa CUHAPOM 1 1 0,029
87 | dedeKT NocTTpaHCIALMOHHON 1 - -

MoandUKaLum NM30COManbHbIX

bepmeHTOB
88 | Jeduunt GAMT-pepmeHTa 1 - -
89 | deduunt aunn-CoA-gernaporeHasbl 3 - -

XUPHbIX KNCNOT
90 | deduunt ButammHa D 1 1 0,029
91 | Jedpununt ramma-rnotamuntpaHcdepasbl 1 - -
92 | deduunt NIOTeNHU3MPYIOLLIEro rOPMOHa 1 0,029

N30/IMPOBaHHbIN
93 | Jedpunumnt MHOXKECTBEHHbIX KapboKCcuias 1 - -
94 | Nedpununt NponnHokKcnaassl 1 - -
95 | nabeT HecaxapHbir (AL) 6 2 0,068
96 |[ucaxapmngasHaa HeJoCTaTOUYHOCTb 6 2 0,068
97 | AnchyHKLMA KOpbl HAAMOYEYHNKOB 3 2 0,068

BPOXAeHHasA
98 | OiopuHra cuHapom (AL) 1 1 0,029
99 | Xunbbepa cUHEPOM 14 3 0,090
100 | xTnos BynbrapHbiv (AL 16 6 0,210
101 | xTno3. Operiga CMHAPOM 1 1 0,029
102 | KamypaTtu-3HresibMaHa CUHAPOM 2 - -
103 |Kapamnonatusa BpoxgeHHas 1 1 0,029
104 | KapTtareHepa cuHgpom (AP) 2 2 0,068
105 |KeHHu cuHapom (A1) 1 - -
106 |KepaTtnHoBas 60ne3Hb 6 4 0,140
107 |KepaTogepmuna BpoxgeHHas 4 4 0,140
108 | KepaTo3 GonnukynsapHbIn 1 1 0,029
109 |KepHca—-Cenpa cnHapom 8 3 0,090
110 |Knunnena-TpeHoHe cuHApOMm 12 3 0,090
111 | Knunnena-Qenna cMHApoOMm 32 5 0,180
112 | KokkeriHa cMHOpOM 7 - -
113 | «KneHoBoro cupona» 6one3Hb 6 3 0,090
114 |KonnareHonaTtunsA 2 - -
115 | KopHenun fe JlaHre cnHgpom 7 6 0,210
116 | KpaHunodapuHrnoma 1 1 0,029
117 | KpanuBHMLa NUrMeHTHaA 3 - -
118 | Kpurnepa-Hanapa cuHgpom 4 3 0,090
119 |KcaHTOomaTo3 1 - -
120 |Kyrenbbepra—BenaHpepa 6onesHb 3 1 0,029
121 |JTakTO3HaA HeQOCTAaTOUHOCTb 8 2 0,068

BPOXKAEHHasA
122 |JlakTO3HasA He[oCTaTOYHOCTb BTOPUYHASA 4 3 0,090
123 | Neiikoguctpodusa (AP) 2 2 -
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2

4 5

124

NenkogncTpodura metTaxpomatmyeckas

1 0,029

125

JNeikoguctpodusa cygaHodunbHan

1 0,029

126

JleHua cmHapom

127

Jlewa-HarixaHa 6onesHb

128

Jlewa-HarxaHa cuHgpom

129

JInzocomHasn 6one3Hb HakonneHns

130

JNlumdeaema HacneacTeeHHan

131

Jlnnonpo3s nnasmaTnyecKun

= WINWW[ =N W W

132

JInnomaTo3 MHOXXeCTBEHHbIN

N

133

JInttna cnHapom

134

Jlyn-bappa cuHgpom (AP)

135

Mak-Kyopu cuHgpom (AP)

136

MakkbloHa-On6paiTa CUHOPOM

137

Mapmanna cmMHOpOM

138

MacToumnTo3, KcaHTOMaTO3Has d)opma

139

Mapdyuum cungpom

140

Me3omenunueckas gucnnasus
Peninxappa-Tenddepa (A1)

== DU N =N -

141

MenaHodpakomaTo3

142

MwuacTteHusa

143

MwuKkpochepounTapHas aHemus

144

MwvonaTua BpOXOEHHAA

145

MwuoToHuna TomceHa

146

MVITOXOHﬂpVIOI'IaTVIFI

—_

147

Mopranbu-Crioapta—Mopena cuHapom

148

Mykononncaxapraos

149

Mykononucaxapugos, tun |

150

Mykononuncaxapugos, tun lll

151

MbiweyHas guctpodua pba, Tun MA

152

MbiweyHaa guctpodusa JlaHgy3v—
HexepnnHa(AL)

[NSJ SR UV I NG < N [P i NG N T o )

153

MbiweyHas anctpodusa
nporpeccupyowas

7 0,250

154

3-MeTUNKPOTOHUNFNLUHY PUS

155

MELAS-cuHgpom

4 0,140

156

MERRF-cnHgpom

157

MNGIE-cnHgpom

3 0,090

158

HapymeHVle BCacCblBaHNA yrneso40B

1 0,029

159

HapyweHne obmeHa aMMHOKUCIOT

12 0,430

160

HapylweHne o6meHa aMMHOKUCIOT C
[pa3BeTBIEHHON LENbio

161

HapyweHne obmeHa 6enkoB

2 0,068

162

HapyweHre obmeHa BelecTs

206

180 6,520

163

HapyweHune obmeHa
IMUKO3aMVHOINIMKaHOB

1 0,029

164

HapyleHre obmeHa XUPHbIX KUCIOT

17

10 0,360
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165 |HapylueHne obmeHa Kanbuma n pochopa 4 3 0,090
166 |HapylueHne obmeHa nMnugos 4 3 0,090
167 |HapyweHne obmeHa M1Hepanos 12 8 0,290
168 |HapylweHrne obmeHa MOUYEBOI KUCNIOTbI 2 1 0,029
169 |HapyweHne obmeHa nyprHOB 33 4 0,140
170 |HapylweHre obmeHa cepocopepKaLymx 29 21 0,760

AMWUHOKMNCNOT
171 |HapyweHune obMeHa coegUHUTENBHON 73 64 2,320
TKaHN
172 |HapylueHune npomexxyToyHoro obmeHa 6 2 0,068
173 |HapyLleHune TpaHCNOpTa aMUHOKMUCNIOT 1 - -
174 |HapylweHne obmeHa METUOHMHA 52 40 1,440
175 |HapylueHne unkna moveByiHbI 5 3 0,090
176 |HapylueHune sHepreTnyeckoro obmeHa 1 1 0,029
177 |HacnengcteeHHasa remornobuHonatma H 1 - -
178 |HacnepgctBeHHas remorno6uHonaTtusa 1 - -
HeyTOYHeHHas
179 |HacnepctBeHHas cnvHouepebennspHasn 3 1 0,029
aTakcus
180 | HeBponatna moToceHCOpHasA 11 6 0,210
181 |Hesyc 64 2 0,068
182 |HeByc BonocaTbin 1 - -
183 |HeByC NNrMEHTHbIN 7 6 0,210
184 |HeByc canbHbIX »kene3 MHENHbIN 1 1 0,029
185 |Hesyc CeTTOHa 6 2 0,068
186 |HepocTtaTouHOCTb anbda- 2 - -
AMUHOTPUMNCUHA
187 |HenpoKoXHbI MenaHo3 11 4 0,140
188 |Heliponatua Jlebepa 4 1 0,029
189 |HempoceHcopHasa rnyxota (ALl) 3 - -
190 | HecoBepLueHHbI OCTeoreHes 36 8 0,290
191 |Hedponatusa gucmetabonnueckas 1 - -
192 |HyHaH cungpom (A1) 20 1 0,029
193 | OnnBonoHTOLEepebennApHasn 6 1 0,029
JereHepaums
194 | OcTeonopo3 HacNeACTBEHHbIN 3 1 0,029
195 | OcTteocknepos. HegoctaTouyHOCTb 2 - -
Kap6aHrugpasbl V
196 | OcTteoxoHaponaTus 1 - -
197 |MNaHrmnonutymntapusm 1 - -
198 |Mapannerna Wrpiomnena 7 0,029
199 | Monnuno3s roptaHun 2 1 0,029
200 |Nopdupus 7 - -
201 |MponuHypus 5 3 0,090
202 |lMcesgorunonapaTtrpeos 4 1 0,029
203 |Mbepa PobeHa cnHapom 3 - -
204 |Paccena-CunbBepa CMHAPOM 17 5 0,180
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205 | Paxut ButamuH D-3aBrncnmbin 4 4 0,140
206 | PenHO cnHapom 2 2 0,068
207 |Penpto-Ocnepa 6onesHb (Al) 14 7 0,250
208 | PetTa cuHgpom 9 2 0,068
209 |Purepa cuHgpom (ALl) 2 - -
210 |Po6rHOBa CUHAPOM 4 1 0,029
211 | PoTto-n1ue-nanbLeBbIi CUHAPOM 4 2 0,068
212 | Cekkena cuHgpom (AP) 4 - -
213 | CUHAPOM MOMIMKUCTO3a ANYHUKOB 3 1 0,029
214 | CnctemHana ckeneTHasa gucniasmns 29 13 0,470
215 | Cmuta-Jlemnu-Onurua cuHgpPOMm 2 1 0,029
216 |CoToca cuHgpom (A1) 10 3 0,090
217 |CnyHanbHaA MblleyHas atpodusa 5 2 0,068
218 | CnrHanbHasA MblileyHas atpodusa 8 - -

AeTckoro Bospacta, Tun |l
219 | CnrHanbHas mblileyHas atpodus 2 - -

aeTtckoro Bospacta, Tun |l
220 | CnrHanbHaA mMbllweyHas atpodus, Tvn | 3 - -
221 |CnuHanbHaA mMblweyHas atpodus, Tun |l 1 - -
222 | Ctuknepa cnHgpom (AQ) 5 - -
223 | TecTnkynsApHou peMuHn3aumnm 3 1 0,029

cuHgpom (AP)
224 | Tupo3suHemus 3 2 0,068
225 | TopcnoHHaA ANCTOHMUA 6 2 0,068
226 | TpuntodpaHemma 1 - -
227 | TpombouunToneHnyeckas nypnypa 1 - -
228 | Tybynonatus 29 7 0,250
229 |Tybynonatus. ®ocoat gnabet 2 1 0,029
230 | Ywepa cmHapom 7 1 0,029
231 | DaHKOHW CUHAPOM 2 - -
232 |®apa cuHapoMm 1 - -
233 | ®epmeHTONATMA 11 8 0,290
234 | ObpOo31acTo3 IHAOKapAa 1 - -
235 |QocdaT-anaber 13 0,090
236 | OpaHueckeTTn cuHgpom (ALl) 2 -
237 | OpumeHa-LUengoHa cuHgpom 2 - -
238 | OpoHTOHa3anbHaa Aucnnasns 11 - -
239 | XanepmaHa-LiTtpanda cuHgpom 2 1 0,029
240 | Xonta-Opama cnHapom 6 1 0,029
241 | XoHgpoaucnniasus 16 4 0,140
242 |Uenvakna 14 5 0,180
243 | LenbBerepa cMHAPOM 1 - -
244 |Llepebpo-onuapHas atpodus Xonmca 1 - -
245 | Unncepa-demaHa-Koyna cuHgpom 1 - 0,029
246 |UuntpynuHemma 1 - -
247 | WenepmaHa—-May cnHgpom 1 - -
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248 |Wtnnnepa cnHppom 14 - -
249 |lUtypre-Bebepa cuHapom 23 7 0,250
250 | OkTopgepmanbHana gucnnasns 7 4 0,140

aHrmapoTmnyeckas
251 |dnepca-[aHnoca cMHapPOM 1624 35 1,260
252 | Snepca-[aHnoca cMHAPOM, HapyLleHune 3 - -
donatHoro yukna
253 | SHuedpanomuenonatua Jin 2 - -
254 | Snugepmonuns 6ynnesHblii 10 3 0,090
255 | SputpouyunTtapHas aH3MMonaTma 7 1 0,029

LinToreHeTnyeckne mccneqoBaHua yTou-
HAOLWEN ANArHOCTUKM NpuobpeTaloT Bce
60nbLlWKMI BEC NOTOMY, YTO reTePOXPOMATUH
CTan ykasatenem HapyLWeHHOro 3nureHeTun-
Yyeckoro craTyca, MMEHHO uepe3 KOMMakK-
TM3auulo-geKoMNnaKkTn3aym  XpoMaTuHa
NPoONCXOANT perynauna reHHOW 3Kcnpec-
CMM C nomolyblo MeTunuposaHua. Obuee
KONIMYECTBO ULUTOreHeTUYeCcKnx wuccneno-
BaHMM 3a nocnepgHue 10 neT COCTAaBUNO
12 249 KapmoTunoB, naTosiorMyeckne Ka-
puoTunbl o6HapyxeHbl B 13-15 % cnyyaes.
OHn BknoyvatoT 448 aHeynnouguii (124 n3
HUX — Mo3anyHble dopmbl), 201 CTPYKTYp-
Hyl0 aHomanuio, 522 nonumopdusma.

«3anac» HeyTOYHEeHHbIX AMArHo30B OCTa-
eTCA WUPOKMM M NpeacTaBineH naumeHTamu
C BblpaXeHHbIMK HeanddepeHUnpOoBaHHbI-
MU NPOABMEHMAMMN COEANHUTENIbHOTKAHHOM
ancnnasum (5 336) n HeguddpepeHUNpoBaH-
HbIMW  Me304epMalNbHbIMU  AUCNNA3MAMM

o IIII

,.'-'lf')ll.')lﬁ 2001 2002 2003

(5 423). Pa3zBuTME MONeKynsapHoO-reHeTnYe-
cknx metopos (YUI-TexHonmornm) m camboix
COBpPEMEHHbIX OUOXMMNYECKUX KCCNiefoBa-
HWI NpeBpaTUT 3TOT 3anac B NMOTOK YCTaHOB-
NEHHbIX ANArHO30B, a 3HAaYNT — W afeKBaT-
HOFO NATOreHeTUYeCKOro fIeueHuns.

C 1999 r. B O6beanHeHnn «MegununHCKas
reHeTuKa» BblnonHaAeTcA Nporpamma reHeTu-
yeckoro MmoHuTtopuHra BIP, KoTopasa nosso-
nAeT He TONbKO CyAuTb O AMHAMMKe 4acToT
BMP, B nonynsaunu, HO n obecneuynBatb Me-
ANKO-TeHETUUYECKON MOMOLLbID CeMbU, UMe-
owme geten ¢ BIIP B nepBble MecALbl XXN3HMW.
B 2000-2010 rr. 6 245 getam c BI1P He TonbKo
YTOUYHEH AnarHos, HO U NpoBedeHbl COOTBET-
CTBYyIOLLAA KoppeKkuusa, Tepanua unu peabu-
nnTaums (puc. 11, Tabn. 4).

Yncno npeHatanbHO BbIABNEHHbIX BPOX-
[EHHbIX MOPOKOB Pa3BUTUA UMEET YeTKYHo
TEHAEHUMIO K POCTY 3a CYeT yBeNIMYEHNA YNC-
na BUTaNbHbIX POPM Kak CreacTBUS NOABUB-

O J-"I:')l:')l.; "'-'('X'}? ,--'lf')ﬂﬁ- "-'t':lﬂq 2010 ,.4._]1 "I

Puc. 11. Konuyecmeo demeli 1-20 2004 XU3HU, NPOKOHCY/IbmuposaHHbix 8 XCMI'L]
no llpozpamme 2eHemuyecKo20 MOHUMOpPUH2a
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Tabnuua 4

Hosonozuyeckue gpopmoi MBIIP, ymoyHeHHble y 0emeli nepebix MecAyes XU3HuU 8 npoyecce
2eHemuy4yecKo20 MOHUMOopuHaa e 2009 2.

HacneactBeHHble CMHAPOMDI KonuuectBo geren

AnNbOUHN3M r1a30KOXKHbIN 1

ApTporpunos

AxoHpponnasuna

lepmadppoanTnam

NxTno3

KpaHmocm HOCTO3

Jinmoepema | Tvna

MacTtounTos

HenpoKOoXHbI MenaHo3

Hepodpunbpomatos

HecoBeplueHHbI ocTeoreHes

PacceAHHbI aHrMomaTo3

Aase cmHapom

AJpeHOoreHuTanbHbIN CUHAPOM

AxkpouedanononucMHaakTUANA CUHLPOM

ApHonbga-Knapu cuHgpom

[MnepTpurxo3 yHMBepcanbHbI CUHAPOM

MNbepa-PobeHa cuHapom

PybuHwTenHa-Tenbu cMHapom

Bnoxa—-Cynbubeprepa CMHLPOM

BupaemaHa-bekBuUTa CMHAPOM

Bunbamca cnMHOpom

fonbaeHxapa CMHAPOM

Knunnena-TpeHoHe CUHAPOM

KopHenuu ge JlaHre cuHapom

Kpurnepa-Hanapa cnHgpom

JleHua cuHgpom

MapdaHa cnHgpom

MeHkeca cMHOpoOm

MonaHga cMHApOM

MonncuHgakTnnuna cn HOPOM

MNpagepa-Bunnn cuHgpom

Paccena—-CunbBepa cuHgpom

Cmuta-Jlemnu-Onnua cuHgpom

(DpqueCKETTI/I CMHOPOM

LWtypre-Bebepa cnHgpom

CI/IH,anTI/IJ'IVIFI NMoJiHaA

Tyb6epo3HbI CKNepos

—_— L _m (W =m_m_m | _m_m_m == = (WIN = NN [= =N === NN =TWININ| === =N = —

Q®ocoar-guabet

(9]
N

Bcero
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LWenca CnocobHOCTM He TOMbKO CMOTPETb B
OKHO YNbTPa3ByKa, HO U BUAETb B HEM HYXKHOE.
Cos3paHue LleHTpa npeHaTanbHOM AMarHoCTu-
Kn B coctaBe XCMI'Ll nepeBoanT akueHTbI Ha
npeHaTtanbHylo AunarHoctuky BI1P, accouuu-
POBaHHbIX C HacNeACTBEHHbIMU GONE3HAMM
06MeHa, He CBOAA ee NMLb A0 XPOMOCOMHbIX
6onesHen (puc. 12,13, 14).

1 11

8288

1995
2001
2003
2004

Puc. 12. JuHamuka npeHamaneHo 8bis8/IeHHbIX
8pOXKOeHHbIX NOPOKOe paseumusi

Puc. 13. HecosepuieHHbIli ocmeozeHe3:
a - pe3Koe yKopoueHue KoHeyHocmeu;
6 — Oeghopmayusi NO3BOHOYHUKA

Puc. 14. AOpeHozeHUMAbHbIL CUHOPOM:
a- 6osnbluue nonosvie 2y6bl,
Komopble HaNOMUHAIOM MOWIOHKY;

6 — 2unepnnasus 60/1bLIUX NOI08bIX 2Y6;
8—2UnepnJasus HaONoYe4YHUKO8

B cooTBeTCTBMN C LOrOBOPOM O COTPYAHUYe-
CTBEe C AETCKUMU KITMHUKaMM ropofa Ha NpoTA-
>KEHMN MHOTUX NIET BCEX AETEN C MOJO3PEHNEM
Ha HacnefCTBEHHYIO MaTONOrni0 oCcMaTpuBa-
0T BPaun-reHeTUKN BbiClIeN KBanndukauum.
[ononHuTenbHoe 06C/iefoBaHNE MPOBOAUT-
ca B XCMI'L.

HAYKOBUW XXYPHAJ1 MO3 YKPATHUW | Ne 1 (1) 2012

BbICOKUIN ypOBEHb KIMHUYECKOW OLIEHKN
GEHOTMMMYECKNX AaHHbIX, UCTOPUM MKU3HU
n 6onesHn 60NbLHOrO, aHann3 POAOC/TIOBHOM
CEMbW TMO3BOMWM BpayaM-TeHeTMKam obe-
CNEeYnTb TOUHYIO KIMHUYECKYIO AMArHOCTUKY,
NOATBEPXKAEHHYIO 3aTEM UHAUBUAYANTbHO MO-
[OOPaHHbIMU  [OMOJSIHUTENIbHBIMU  BUOXUMU-
YeCKMMN, MONEKYNAPHO-TEHETUYECKUMN 1
MOPPONOrnYecKUM NccnefoBaHNAMMN.

HakonneHHbI onbIT NO3BOAUA MOAOWTUA K
AVArHOCTUKE 3MNUreHeTUYeCcKNx bonesHern.

OnureHeTUYECKNN KOHTPOJIb — U3MEHEeHNe
JKCMPeCccumn reHoB — Npoucxoaut 6e3 nsme-
HEHWA NepPBUYHON NOCNEA0BATENIbHOCTM Hy-
kneotupos JHK. MetunuposaHne [HK pery-
NMPYeT 3KCMPEeCCUIo FTeHOB Yepe3 MeXaHU3m
KOMMaKTU3aUMN-4eKOMMNaKTM3aUumM Xpoma-
TUHA.

MeTunupoBaHMe UUTO3MHOBBLIX OCHOBA-
Hun JHK npeponpenensaet B3auMogencTemne
mexgy JHK n 6enkamu, BXogAWMMM B COCTaB
XpOMaTMHa. DTO B3aUMOLENCTBME Yepe3 Mme-
XaHM3M  KOMMaKTM3aLMu-AeKoMnakTm3aumum
XPOMaTUHa 1 perynupyeT 3KCNpPeccuto reHos.

Perynauma skcnpeccun reHoB obecneuun-
BAaeTCA XMMUYECKN MOAUDMLIMPOBAHHbBIMU
HYKJIEOCOMHbBIMM  TMCTOHamMK  (aueTunmpo-
BaHHbIMU, METUINPOBaHHbIMK unNn ¢ocdo-
pPUNMPOBaHHbIMM).

MobunbHOCTb XpomaTiHa obecneunBaloT
SH3MMbl — aMUATPaHcdpepasa rMCTOHOB U fe-
auetTnnTpaHcdpepasa rmMCTOHOB.

JnureHeTrKa OTKpbIa nepes, KNMHNYECKMI
reHeTrKaMn HOBble BO3MOMHOCTU BbIAB/IEHUA
penkux 6onesHen 1 NoKasana, YTo HbIHELLHAA
HacneACTBEHHasA MaTonorna abConoTHO WH-
AVBMAYyanbHa, NpefcTaBfleHHasA y MNauMeHTOB
«KOHITIoMepaTom  GonesHel»  (peHOMeHOM
CUHTPOMNMK), MaHNPECTUPYET NPU YCITIOBUMN Ha-
amuma MyTauum (AQepHON MM MUTOXOHAPW-
anbHoOW), MeANATOPOB (reHeTnYeckoro GpoHa) u
TpurrepoB (HENPaBUNBbHOrO NUTaHWA, UHEK-
LMK, KypeHus, Cynepcrpecca).

Knaccndurkauma snureHeTMUecKnx 6onesHemn
pa3pabotaHa C. A. HazapeHko (2004) (tabn. 5):

Mpumepom snureHeTnyeckon 6onesHn AB-
nsetcs cuHapom Petta (CP) (puc. 15).

CuHppom PeTta - KAWHWMYECKU Aua-
rHO3, MOATBEPXKAEHHBIN aHANM30M MyTauuu
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Tabnuya 5

SnuzeHemuyeckue 6one3Hu

HapyuweHue anureHeTN4eCKOro cratyca
OTAENbHbIX Y4aCTKOB reHoMa
(nokanbHbI 3¢ PeKT)

HapyweHue anureHeTn4ecKoro cratyca
Bcero reHoma (rno6anbHbiin 3¢ PeKT)

1. bonesHu, 06ycnoBneHHbIe
YHacie4OBaHHbIMM My TaLUAMM,
HapyLaoLWUMN MOHOANNENbHYIO SKCMNPECCUIo
reHoB — 60/1€3H reHOMHOIO UMMPUHTUHTA
(cmHgpombl BupemaHa—bekBuTa, Npagepa—
Bunnu, SHrenbmaHa)

1. bonesHn, 06ycnoBneHHbIe
yHacnieoBaHHbIMM MyTaUMAMUW FEHOB,
NPOAYKTbl KOTOPbIX BOB/I€YEHbI B
nopaep»aHue ypoBHA metunmposaHma IHK
unm moandUKaLmio CTPYKTYpbl XpOMaTMHA
— cuHpgpombl ICF, PetTa, ATR-X, PybuHwwTen-
Ha—Ten6bu, KoddrHa—Ilaypu

2. bonesHu, 06ycIOBNEHHbIE HAapYLUEHHbIM
CTaTyCOM MeTUINPOBAHNA OTAENbHbIX FTEHOB
B pe3ynbTaTe de Novo BO3HMKLLNX MyTaLui
B COMaTUYeCKMX KneTKax:

a) pakoBble 60n1e3HK, CBA3aHHbIe C noTepen
VUMMPUHTUHIA, NPUBOAALLEN K akTUBaLun
HeaKTVBHbIX FeHOB U NOJABNEHWIO
3KCMPeCCcrmn aKTUBHOTO reHa;

6) pakoBble 6one3HKU, 06YCNOBNEHHbIE
rmnepmeTUIMpoBaHMEM NPOMOTOPOB
reHOB OMyXO0JieBbiX CYNnpPeccopoB 1 UX
VHaKTUBaLMeEN

2. bonesHu, 06ycnoBneHHble rMo6anbHbIM
HapyLLeHEeM METUANPOBAHNA reHOMA

B pe3ynbTaTe de Novo BO3HMKLLUX MyTaLui
B COMATUYECKMX KNEeTKax, pakoBble
6onesHu, cBsizaHHbIe C rMobanbHbIM
rMNOMeTUIMPOBAHNEM FEHOMa,
NPUBOAALLMM K aKTUBALMM OHKOTEHOB,
PEeTPOTPAHCMNO30HOB U XPOMOCOMHOW
HecTabunbHOCTM

B reHe MECP2. CuHgpom Petta ABnsetcA
X-cuenneHHbIM HapyLUeHNeM, BbI3BaHHbIM MY-
Tauusmm B reHe metnn-CpG-cBA3aHHbIN 6enokK
2 (MECP2). BepoAtHocTb — 1:10000 - 1:15000
YeHLWMH Bo Bcem mupe. O6wana [1HK 6bina Bbl-
AenieHa 13 Cyxmx nATeH KPOBU C UCNONb30Ba-
Huem QIAmp DNA Mini Kit (Qiagen) cornacHo
npotokony. leHomHasa [1HK 6bina ncnonb3o.a-
Ha AnA amnanuKauumn Kogupyouen nocne-
AOBaTeNbHOCTH.

CekBeHVpyOLWMIA aHann3 BbIABU HeOOsb-
wyto geneuunto 4 ocHosaHnn AAAG B nosuummn
856-859 BaKk30oHe 4reHa MECP2 (856-859de14).
OTa MyTauuA NpUBOAUT K CABUTY PaMKU CUU-
ToiBaHUA (K286fs) n npexgeBpemeHHOMY 06-
pa3oBaHuto cTon-kogoHa. ObpasoBaHme npe-
XOEeBPEMEHHOro CTOM-KOAOHa npuBoaAUT K
CMHTe3y QYHKLMOHANbHO HEMOSIHOLEHHOro
npotenHa MECP2. Jlokanusauma myTaumn B
TPAHCKPUMNLMOHHO-PENPECCNBHOM  JOMEHe,
BO3MOXHO, BNuAeT Ha pyHKumio 6enka MECP2

B/ ﬁw

B MNpouecce TPaHCKPUMNLMOHHOW penpeccun.
OTO NepBbl Ciyyan B YKpauHe, B KOTOPOM
KNWHWYECKNA AMArHO3 cuHapoMa PetTa 6bin
noaTBepXKAeH MyTaUMOHHbIM aHasM30M reHa
MECP2.

CuHppom Petta aABnAetca X—cUemnieHHbIM
JOMWHAHTHbIM  HapylweHueMm. KnuHuuyeckne
XapaKTeEPUCTUKN 3TOro CMHApPOMA Obln Brep-
Bble onncaHbl B 1966 I. negnatpom AHgpeacom
Petrtom (BeHa). CP aBnaetca Hanbonee yactom
reHeTMYyeckorn MNPUYMHOWN YMCTBEHHOW OT-
CTafoCTn y fieBOYEK, Ha 2-M MecTe nocsie CUH-
apoma [layHa. BepoAatHocTb cnHgpoma Petrta:
1:10000 - 1:15000 >keHLwmH. O6HapyXeHne reHa
cnHgpoma PeTTa ABNAETCA OUYEHDb CIIOXKHbBIM 13-
3a HefloCTaTKa cemenHbIxX cnyyaes. leH MECP2
6bin KapTMpoBaH Ha Xg28 mexagy L1CAM wu
RCP/GCP Heckonbko net Ha3ag.

Ero npogykt — metun-CpG-cBA3aHHbIN 6ok
2 (MECP2) yyacTByeT B 3NMreHeTMYECKOl pe-
rynaumm (metunupoBaHun). HepaBHO nony-

K286fs

3UTR

Puc. 15. Cxema 2ena MECP2 u nokanusayus mymauyuu K286fs
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YeHHble faHHble NOATBEPANIN HEOXKMAAHHYIO
ponb MECP2 B reHHOI 3KCnpeccun B HEPBHOM
cucteme. MyTtaumm B reHe MECP2 6biin 06-
Hapy»keHbl y 80 % nauMeHToK C CUMHAPOMOM
PetTta BO Bcem Mupe. Yactota ob6HapyKeHUs
Konebnetca B 3aBMCUMOCTM OT NpeaBapu-
TENbHOro KNMHMYECKOro AnarHosa.

HecMoTpA Ha CKPWHWHI, OCHOBAHHbIAN Ha
CEKBEHUPOBAHUN KOAMUPYIOWMX DSK3OHOB U
CMEXHbIX MHTPOHHbIX NOocnefoBaTeNIbHOCTEN,
MyTauuun He BbiaBneHbl B 20-30 % Knaccuye-
CKMUX cnyyaeB cmHapoma Petta. BeposATHo,
MyTaLuMn BCTPeYaloTCcA B perynmpyowmx ob-
nactax MECP2, koTopble He 6binn nccnegosa-
Hbl. CyLiecTBytoT 8 Npeobnagaowmnx MyTauui,
BbI3bIBAOLMX CUHAPOM PeTTa, KOTopble oTBe-
yatoT 3a 6onee uem 50 % Bcex cnyyaes.

Omnucanue HaOAIOAEHUS

[eBouka poamnacb OT 300POBbIX poauTenen ¢
MOMOLLIbIO KecapeBa CeYeHNs, ee BeC NPU PoX-
ZeHnm 6b1n 3000 r, pocT — 50 cM, OKPY»KHOCTb ro-
no.bl — 37 cm. Bo3pact matepmn — 33 roga, otua —
35 net. Bropoli peGeHOK y 310POBbIX POAUTENEN,
He ABNAIOWMNXCA KPOBHbIMK POACTBEHHMKAMU,
MKMBYLLIMX B MAJIEHbKOM cene B YKpauHe. Ee ctap-
was 14-neTHAA cecTpa 340POBa.

B BO3pacte 5 mec. pogutenn 3ametTnnun nep-
Bble MPY3HaKN MCUXOMOTOPHON 3aeprKKN pas-
ButyA. C 6 mMec, nocse fobaBneHnst B MUTaHUE
OBCAHON Kalln, Habnioganucb auapes, noteps
Beca. CnHgpom PeTTa 3anofo3peH B Bo3pacte
18 mec. C 3-x nieT cTpagaeT Taxenon Gprsnyeckomn
N YMCTBEHHOW 3aflepXKKOW pa3BUTUSA, peyb OT-
cyTcTByeT. Hnskaa macca tena — 11,5 Kr, poct —
115 cMm 1 OKpYHOCTb ronosbl — 47,5 cm (Bce na-
pameTpbl Oblnv CHXKEHbI Ha 5 %.). HabntopatoTca
CTpabu3m, B3ayTue »KMBOTa, OrpaHMnYeHne obb-
emMa OBVxKeHun 6egpa. OTmeueH aednunT BHU-
MaHwuA. B pykax HapyLLEeHO CKOOPAVUHNPOBaHHOE
JOBVXKeHne.

MeToasbl

O6buwaa reHomHas [HK 6bina u3Bneve-
Ha M3 CyxuMX NATEH KPOBM C WCMOJSb30Ba-
Huem QIAmp DNA Mini Kit (Qiagen) co-
rmacHo npotokony. Mapbl MpaliMmepoB OGblIN
ncnonb3oBaHbl ansa amnnndukauumn MECP2 -
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KOOUPYIOLLMX 3K30HOB 1 CMEXHbIX MHTPOHHbIX
nocnegosatenbHocten. PCR nposogunoch npu
obwem obbeme 50 mmonb/n, BkMoyaa 1xPCR
6ydep n PC2 (cHabxanacb 3,5 mM MgCl2)
0,2 mM dNTPS, 2,5 eguHuy Klen Taq nonnmepa-
3bl (GeneAge), 20 pmol Kaxkgoro npanimepa u
100 ng reHomHom [IHK. MapameTpbl LnKia 6binn
95 °C — 2 MuHyTbI, 3aTem 30 yuknos no 95 °C -
30 cekyHg, 60-67 °C — 30 cekyHg, 72 °C — 45 ce-
KyHZ, 72 °C - 10 muHyT. MpopaykTbl PCR 6b1n1K
BblgeneHbl U3 rens «Agarose» C UCMNOSb30Ba-
Hnem QIAmp DNA Mini Kit (Qiagen) cornacHo
npoTokony. ABTOMaTM4ecKoe CeKBeHNpPOBa-
Hve npopyktoB PCR 6bino BbIMOMHEHO C UC-
nonb3oBaHnem ABI PRISM BigDye Terminator
v 3.1. ®parmeHTbl CEKBEHMPOBAHUA OblNKn pas-
JeneHbl KanumnisapHbIM 3nekTpodopesom u
onpepeneHbl Yepes nasep, MHAYUMPYOLWNIA
¢dnyopecueHuyumio Ha ABI PRISM 3100/3100 -
Avant reHeTyeckom aHanusaTope. PesynbraThl
CEeKBEHVPOBaHNA CPaBHMBANMCh C NOC/Ief0Ba-
TeflbHOCTbIO reHa MECP2.

Pe3yAbTaTBI H HX OOCYyKAEHHE

AHanmn3 CeKBEHNPOBAHVA BbIABW HEOOMbLLYIO
Jeneunto 4 ocHoBaHu AAAG B no3numm 856-859
B 3k30He 4 reHa MECP2 (856 -859 de14) (pwc. 16).
Ta MyTaums NPUBOAUT K COBUTY PaMKK CUMTbI-
BaHuA (K286fs) 1 cozgaHuo NpeXxaeBpeMeHHOro
cton-kogoHa (puc. 17). Co3gaHune npexaeBpe-

SCECTEMEG COAMMAGRIAC H AT CANMNNT T TTTCT AT
26 270 28C 290
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Puc. 16. Mymayus (Oeneyus) 856 — 859de14(K286fs)
y Ha6no0aemoli nayueHmKu
¢ cuHopomom Pemma (a) u konmponvHas [JHK 6e3
mymayuu (6)
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21lAE AK K K A VK E SS T R SV Q E TV
normal 841 GCCGAGGCCAAAAAGAAAGCCGTGAAGGAGTCTTCTATCCGATCTGTGCAGGAGACCGTA

mutated 841 GCCGAGGCCAAAAAGCCGTGAAGGAGTCTTCTATCCGATCTGTGCAGGAGACCGTAATCA
8IA E A K K P sTOP

Puc. 17. CO8u2 pamku cHUMbI8AHUS, 8bI36aHHbIU
Oeneyueli 4-x 0cHOB (KpacHbili),
pe3ynemamel 06pasosaHus npex«0eepemMmeHH020 cmon-
KOOOHa 6 Genlke MymupoeaHHo20 2zeHa MECP2 (cuHuti)

Puc. 21. CemeliHbili c/y4ai 3nuzeHemuyeckou

6onesHu.
Funomemunupoearue HK, depuyum ¢ponamuozo
Puc. 18. Cundpom Pemma Ha ¢pore depuyuma YUKna, HapyuleHue 06MeHa MemUOHUHA (MO3auyHas
¢ponamozo yukna ¢opma mpucomuu no 21 xpomocome, XpOMOCOMHbILI

nonumopdgusm no xpomocome 1). lMonumopepusmer
8 2eHax ¢ponamuozo yukna: MTHFR 677 C/T

8 2emepo3uzomHom cocmosHuu, MTRR 66 A/G

8 20M03U20MHOM COCMOAHUU

Puc. 19. 3nuzeHemuyeckas
6onesHb (2unomemunuposatue,
XpomocomHbili (46,XY, 9 phgh)

U 2eHHbIl (Mymayusa

677 C-T 8 2emepo3uzomHom
€ocmosAHuu) nonumopegusm).
Mszkaa 2omoyucmunypus.
CuHOpomanbHas snunencus

e B ol |

B !

Puc. 22. SnuzeHemuyeckas 60s1e3Hb:

HapyweHue obmeHa 2lukonpomeuoos (0epekm
nocmmpaHcnayuoHHoli Modugukayuu
Jlu30CcomMasbHbIX hepmeHmoas).

HapyweHnue o6meHa ¢ponamtHozo yukna
(nonumopguzm 66A— G (122M) 8 2ene MTRR

8 2emepo3u20MHOM COCMOAHUU).

XpomocomHelli nonumopgusm: 46, XY, 14 ps+.
AnuHHble (04eHb ONTUHHbIE) pecHUYbI,
2unepmesnopusm, cepo-20/y6ble cKepbl, 3nuKaHm)

Puc. 20. dnuzeHemuyeckas 6ose3Hb

Mo3zauyHasa ¢popma cuHOpoma
Lllepewesckozo-TepHepa.
Hapywenue ¢ponamtozo yukna (nonumopgusm
8 2eHax cucmembsl ponamuoz0 yukna. O6HapyxeH
nonumopeusm 677 C/T MTHFR 8 2emepo3uzomHom
cocmosAHuu, 2eH 3HoomenuansHoii NO-cunmasel
4a/4b e 20mo3uzomHom cocmosAHuu). HapyweHue

3Hepzemuyecko2o o6mena (MNGIE?). BpoxoeHHblli Puc. 23. Cundpom Cempe-Yomcena, emopuynas
20pU30HMANIbHbIU HUCMazm ¢ pOmMomopHbIM MumoxoHdpuonamus, depuyum pepmeHMoe hoNaAMHoO20
KOMNOHeHMoM (onepamusHas Koppekyus). yukna
lunepmemponuyeckuii acmuzmamusm o6oux 2nas.
Am6nuonus
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MEHHOTO CTOM-KOZOHa NPMBOAUT K CUHTE3Y 6enka
reHa MECP2. lnarHo3 KMHUYECKN MOXET ObiTb
yCTaHOBIEH, HO aHanu3 reHa MECP2 yTouHseT ero.
KnnHnyeckasa uenecoobpasHocTb nccnegoBaHuA
reHa MECP2 BkntouaeT obecrneueHne onpegene-
HVA PUCKa, onpeaeneHne penpoayKT1BHOIO Bbl-
60pa (NpeHaTanbHaa AYarHoCTVKa) U MONeKynap-
HOW OLieHKM CMOCOB, YTO MOXKET CMOCOOCTBOBaTb
YCTaHOBJIEHWIO PaHHErO ANarHo3a v JIeYEHUIO.

B HacTosLee Bpems 13BeCTHbI 6onee 200 pas-
JINYHBIX MyTaLMIA B KNACCUYECKMX U HETUMNYHbBIX
cyyaax cmHapoma Petta. OnmcaHo orpomHoe
pa3HooOpa3une CTereHn TAXKECTU ONA KaKOon
MyTauuuy, NO3TOMY C/IOXKHO WCMOSb30BaTh AaH-
Hble MyTaLwmK, 4Tobbl cobpaThb NonesHyo NHPop-
MaLto 0 NporHo3e NpobaHpa, KoTopas ABNAETCA
HocuTenem MyTaumu B reHe MECP2. MyTtaumu
reHa MECP2 6binv1 BbiAIBNEHbI B pa3fiyHbIX paco-
BbIX rPYyMnax 1 BO MHOMNX eBPOMEeNCKNX CTPaHax
(poccuiickme, UTanbAHCKUE, LWBEACKMe, HeMeL-
Kue, bpaHLy3CKme, croBaLKue, 6puUTaHCKUe) Ha-
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pPAZY C KUTANCKMMU, AMOHCKMU, 6pa3uibCK1MM
N NAKNCTaHCKUMW nauveHTamu. AHanmsbl MmyTa-
LM OCTanbHbIX HaLIMX NaLMeHTOB HeOOXoAVMbI
ANnA yCTaHOBNEHNA MyTaLMOHHOrO CneKTpa reHa
MECP2 y ykpanHcKoro HaceneHus.

B XCMIL wuwmcno purarHoCcumMpoOBaHHbIX
aNUreHeTUYecknx OGonesHeln pacTteT. Bce
OHW XapaKTepusyloTcAa Hanmumem y OfHOro
60NbHOro «KOHrnomeparta» 6onesHen, acco-
LUMMPOBAHHOIO C reHeTMYeckuM GOHOM WU3-
yyaemowm nonynsAymm, LIMPOKON pacnpocTpa-
HEHHOCTbIO MOIMMOPHBIX BAPMAHTOB FEHOB
depmeHTOB PponaTHoro uukna (puc. 18-21).

BHacToAwWwee BpemAayrnybneHHoe nccne-
JOBaHWe 3nureHeTnyeckmx bonesHen Ae-
NAETCAOCHOBHbIMHaNPaBleHNEMHayYHON
N npakTuyeckon pabotbl Ob6begunHeHUn
(pnc. 22-23).

K 30-neTuio co fHA CBOEro 0CHOBaHUA KOn-
nektne O6beaNHEHNA rOTOBUTCA C HTY3Ma3-
MOM, MOTOMY UYTO OKa3asiCA HY>XHbIM YKpau-
He, HYXKHbIM ST AM.
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O0BeauHeHnHue
«MeagHIITHHCKAaSA
reHeTHKA» KaK Hay4-
Hasi H KAHHHYECKas
0a3a coBpeMeHHOH
KAHMHHYECKOH reHe-
THKH

E. A. [pe4yaHuHa,
10. b. [peyaHuHa,
P. A. MouceeHko

B ctatbe npefctaBneH ypoBeHb
OKazaHVA  MeAMKO-FeHETUYECKOW
MOMOLLM HACENEHUIO Ha COBPEMEH-
Hom 3Tane. OcBeLLeHbl MyTW CTaHOB-
nexus, ¢opmupoBaHus  O6beawn-
HeHNA «MeanUUHCKaA reHeTuKa,
a TaKKe OCYLUECTBNEHUA SnureHe-
TYyeckoro KoHTponsa. OTmeuaetca
POCT YacToTbl BCTPEYAEMOCTN 3MK-
reHeTnyeckon natonorum B XCMIY,
N KaK CneactBue MopuvyepKuBatoTcs
BaXKHOCTb N HeO6XOAMMOCTb Yrny6-
JIEHHOTO WCCefOBaHUA SMNUTreHeT-
yecknx GonesHen, yto n ABNAETCH
OCHOBHbIM HarpaB/ieHNEM HayUHOW
1 NpaKTnyeckon pabotbl O6beanHe-
HUA B HaCTosALLEE BPEMS.

KnioueBble cnoBa: meauKko-re-
HeTnyecCkaAa NomMoLlb, anunreHeTn4e-
CKUN KOHTPOJb, 3KCNpeccnAa reHos,
OHK.

Genetics Association
as Scientific and
Clinical Basis for
Modern Clinical
Genetics

O. Ya. Hrechanyna
Yu. B. Hrechanyna
R. O. Moiseienko

The article covers the issues re-
lated to the quality of provision of
medical genetic care to the popu-
lation nowadays, history of found-
ing and development of Medical
Genetics Association, as well as
conducting epigenetic control. The
authors point out at the increased
frequency of epigenetic anomalies
detected by Kharkiv Specialized
Centre of Medical Genetics and,
therefore, the importance and ne-
cessity of a deeper study of epigen-
etic diseases which is the key area
of the current Association’s scien-
tific and practical activities.

Key words: medical genetic
care, epigenetic control, gene ex-
pression, DNA.
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Summary

O0’eaHaHHS
«Meam4uHa
reHEeTHKa» IK HAyKO-
Ba Ta KAiHiuHa 0a3a
Cy4acHOi KAiHiYHOI
T€eHEeTHKH

O. A. IpeyaHiua,
10. b. [peyaHiHa,
P. O. MoiceeHko

Y cTaTTi nogaHun piBeHb HagaH-
HA MeAMKO-TeHETUYHOI JONOMOrNn
HaceNeHHI0 Ha CyyacHoMmy eTani.
BucBiTneHi wnAxmM CTaHOBNEHHS,
dopmyBaHHA O6’egHaHHA  «Me-
OWYHA TeHeTMKa», a TaKoX BUKO-
HaHHA enireHeTUYHOro KOHTPOJO.
BigsHauaeTbca 3pocCTaHHA uyacTo-
TW 3YyCTpiYaEMOCTi enireHeTUYHoI
natonorii y XCMI' i ak Hacnigok
NiAKPEeCoTbCA  BaXNUBICTb  Ta
HeoOXxigHicTb  GinbwWw  rMMOGOKOro
OOCNIAKEHHA enireHeTUYHUX XBO-
po6, WO N € OCHOBHMM HamnpsAMoOM
HayKoBOi Ta NpaKkTUYHOI poboTn
O6’egHaHHA y Hall yac.

KniouoBi cnoBa: meaunko-reHe-
TUYHA [OMNOMOra, enireHeTUJYHuI
KOHTpOb, ekcnpecia rexHis, HK.
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