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MEOUKO-TrEHETUYECKAA CITYXXBA HACE-
NEHUIO PECINYBJIIUKU CAXA (AKYTUA)

Menuko-reHeTnyeckasn KOHCynsTauus
PBNe1-HLUM

OcHOBHOW 3ajadyert MeauKo-reHeTu-
yeckon cnyx6bl (MIC) senseTtcsa npodu-
NakTuKa HacneaCcTBEHHbIX M BPOXAEHHbIX
3aboneBaHuin, CHMKEHNE CMEPTHOCTU U
WHBanNMaHoOCTU.

[MepBoi CTPYyKTypHOM eanHuLen me-
OVKO-TEHETUYECKON CryXObl B MpakTu-
YeckoM 3apaBooxpaHeHun Pecnybnuku
Caxa (Akytusa) cran kabvHeT MeaguunH-
CKOW FEHETUKM NPU rOPOACKOW KIUMHUYecC-
kon 6onbHuue um. C. OpgKoHuKuase B
1989 r., OTKPbITBIV NO NpUKa3y MUHUCTPaA
M3 PC(A) MectHukoBa UN.U. n nHmnuma-
TMBe rnaBHoro nepguatpa M3 [puro-
pbeson A.H.

|

A.H. HoroBuubiHa

C 1993 r. Mmeguko-reHeTn4eckas KoH-
cyneraumst (MIK) Bowna B CTPyKTypy
LleHTpa oxpaHbl MaTepuHCTBa 1 AeTcTea
(3aB. HorosuubiHa A.H.), ¢ 1998 . — cTa-
na nogpasgenedvem PB Ne1-Hauwo-

CotpyaHukn AHL, KMIMT CO PAMH: HOFOBU-
LIbIHA AHHa HukonaeBHa — K.M.H., C.H.C.,
Bpay reHetuk MIK PBNe1-HLIM, nogovan@
yandex.ru, MAKCUMOBA Hapexaa Poma-
HOBHa — A4.M.H., 3aB. nab., 3aB. nab. Knuhu-
kn MU CB®Y mm. M.K. AMMocoBa, nogan@
yandex.ru, CYXOMSACOBA AiitanuHa Jly-
KMWYHa — K.M.H., 3aB. nab., 3aB. MI'K PBENe1-
HLM, aitalias@yandex.ru, NABITOBA
TaTbsiHa FOpbeBHa — K.M.H., H.C., M. aKyLluep-
rmrekonor M3 PC(A). BEPBULIKAA Nioamu-
na UnbsicoBHa — K.M.H., 3aM. MUHWUCTpa 3apa-
BooxpaHeHus PC(H).

HanbHOroO UeHTpa meauumHel M3 PC(A),
C COBPEMEHHbIM OCHallleHVeM Ans pas-
BMTUSI BCex BuAoB nabopaTopHow ava-
rHOCTMKWN HacneacTBeHHon natonormuu. C
1999 r. nonyyYnnu pasBuTUe MHBa3NBHbIE
MeToAbl MpeHaTanbHOW
anarHoctuku, ¢ 2000 r. —
OHK-grarHoctka MoHoO-
FEHHbIX  HacneaCTBEH-
Hbix ©onesHen. B 2000
r. co3gaHa rpynna Mo-
HUTOPUHra BPOXJEH-
HbIX MOPOKOB Pa3BUTUSA,
BHeapeH PecnybnuvkaH-
CKUA PErUCTP BPOXOEH-
HOM W HacnegCcTBEHHON
natonorum PC(A). Bbin
uwsgaH npukas MwuHuc-
TepctBa  34paBooxpa-
HeHus PC (A) Ne01-8/4-
112 o1 28.03.2001 . «O
JanbHenwem pasBuTUn
MeOunKo-reHeTu4yeckon
cnyx6bl B PC (A)».

B nocnepytolime rogbl akTMBHO pas-
BMBanNuCb KOHCYNbTaTMBHasi MOMOLLb
HaceneHuto, nabopaTtopHaa AuarHoc-
TMKa (BMoxumuyeckasi, UMTOreHeTudec-
Kasi, MOMneKynsipHo-reHeTu4eckasi), BBe-
0€H MOHWUTOPWHI BPOXAEHHbIX MOPOKOB
pa3BuUTUsi MO pecnybnuke, OTKPbLINOCH
OoTAEeneHne npeHaTanbHOW AuarHocTu-
kn (3aB. Cyxomsicoa A.J1.). B pamkax
HaLMoHanbHOro npoekta «300poBbE»
c 2006 r. BegeTcst pacliMpeHHoe Mac-
coBoe obcrnenoBaHMe HOBOPOXOEHHbIX
Ha NATb HacneacTBEHHbIX 3aboneBaHui
(beHUNKEeTOHYpUS, BPOXOEHHbIN UMNO-
TMPEO03, afpeHOreHUTanbHbIA CUHOPOM,
MYKOBMCLUMAO3, ranakrodemus), ¢ 2011 r.
— npeHaTanbHasa (gopogoBasl) AuarHoc-
TMKa HapyLlleHVWn pasButusa pebeHka no
HOBOMY anropuTmy.

B 2010 r. paclwmpeHa wtaTHasi CTpyk-
Typa MIK go 47,5 eguHuu. B xope pe-
anusauuyM  HauuoHanbHOro  MpoekTa
«300poBbSA», MOOEPHM3AUUN 30PaABOOX-
paHeHnusi PC(A) ynydwwunocb ocHalle-
Hne MIK (skcnepTHoe ynbTpasByKOBOE
obopyaoBaHue, KOMMMEKChl Anst uutore-
HETUYECKUX UCCNefoBaHNA, MONEKynsp-
HO-TFeHEeTUYECKUX TEXHOMNOIUN).

TecHas pabota ¢ HAWM meanumHckom
reHeTukn TomcKoro Hay4Horo LeHtpa CO
PAMH HaumHast ¢ 1993 r., nogrotoBka
KafpoB MO3BOMMUIN BbICTPOUTb AeATeNb-

ke

HocTb MIK Ha BbICOKOM npodheccmo-
HanbHOM YpOBHE.

B HacToswee Bpems MIK Bxogut B
cTpykTypy NepuHatansHoro ueHtpa N'BY
PC(A) «PB Nel-HaunmoHanbHbI LEHTP

MepBbivi Mpe3ngeHT Pecnybnukn Caxa (Axkytusa) M.E. Hukonaes
— IMaBHbI UHULMATOP Pa3BUTUSI OTPaciu reHeTukn B pecny6-

MeanumHbl». B ceoem coctaBe MIK nme-
€T ME[MKO-reHETUYECKOEe KOHCYNbTaTuB-
HOe oTaeneHue, OTAeNeHne npeHaTanb-
HOW AMarHoCTUKW, AHEBHOW cTaumoHap,
rpynny MOHUTOPWHIa BPOXOEHHbIX MNOPO-
KOB pa3BuUTUSs, nabopaTtopumn Mornekynsap-
HOW reHeTUKN, NpeHaTanbHON AMarHoCTu-
Kn, BUOXMMMYECKYIO N LIUTOTEHETUYECKYHO
nabopatopum.

MpuHUMN opraHu3aumMmM Meauko-reHe-
Tuyeckon nomowm B PC (5) ocHoBaH Ha
OOCTYNHOCTU NSt BCEX XuTenew pecnyob-
JMKK, BO B3aUMOCBSA3N C APYrMMU CIyX-
6amu, npexae BCero negvaTpuyeckon,
aKyLUEepCKO-TMHEKOIOMMYECKOW, Tepanes-
Tnyeckomn, Hespororudeckon n ap. Oga-

A.J1. CyxomsicoBa
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HOW U3 BaXHblX POPM OKasaHWs Meau-
KO-reHeTU4YeCcKow NoMoLLmM B pecnybnuvke
SABMNSIETCS Bble3QHOE KOHCYNLTUPOBaHME
COBMECTHO C Hay4HbIMW COTPYOHUKa-
MU OTAena MOJEKYNAPHOA TeHETUKN
SAKYTCKOro Hay4yHOro LeHTpa KOMMIeKC-
HbIX MeauumHckux npobrnem CO PAMH
B panoHbl AKYTMM C UEnbl akTUBHOIMO
BbISIBNIEHUS] BOMbHbIX, HYXOAIOLNXCS B
cneumnannanpoBaHHoOn noMmoLym. JaHHbIn
BUO MEOUNKO-TEHETUYECKOrO KOHCYNbTU-
poBaHus okasancs 3pdEeKTUBHbIM, Y4u-
TbiBasi OFPOMHYHO TEPPUTOPUIO AKYTUM 1
HaKonneHne HacrneaCcTBEHHOW NaTonorum
B OTAENbHbIX parioHax. Bcero 3a nocneg-
Hne 10 net obliee 4YnCrno MNOCELLEHUN
B MIK cocraBuno 79335 uen., (67155
cemMeln), N3 KOTOPbIX CEMbCKUX XuUTenen
— 37220 ven. (47,0%). B 1748 (2,6%)
cny4vasx KOHCynbTaumMy NpoOBOAMIUCH BO
BpEMSs Bble310B B paliOHbl HaKoMmneHus
HacneacTBeHHon natonorun.  [poBo-
OUICS aKTUBHbLIA BbI30OB B MEAMKO-reHe-
TUYECKYI0 KOHCYNbTaLulo CeEMeR, OTsro-
LEHHbIX MOHOreHHOW HacneacTBEHHON
naTonoruen.

ExxerogHO mony4alT KOHCynbTauuio
6onee 3 TbIC. NAUMEHTOB ANA YTOYHE-
HUS gnarHosa, 0 2 TbiC. GepeMeHHbIX
XKEHLUUH Tpynnbl pUcka — MO MPOrHo3y
300poBbsi Byayuiero notomcTtBa. Bcero
3a 2004-2013 rr. obpaTtunuce 37286 na-
LUMEeHTOB. M3 uncna KOHCYnbTUPOBaHHbIX
B MIK 20,7% coctasnstT aetn. 38,7%
npegcTaBneHbl rpynnow XeHLWmH, obpa-
TnBwKnxcs B MK ¢ uenbto npeHatansHom
AVarHocTuku. YacTtom Nnpu4nHOn Hanpas-
neHust GepeMeHHbIX SIBMSETCS BblsiB-
NeHVe BPOXOEHHbIX MOPOKOB PasBUTUS
nnoga, ynbTpa3ByKOBbIX MapKepoB XpoO-
MOCOMHbIX aHOMarnui, BPOXAEHHas U
HacrneacTBeHHasi NaTonornsi B CEMbE.
BonblUMHCTBO 0OpaTMBLUMXCS 3a Meau-
KO-TEHETUYECKOM NMOMOLLbIO HanpaBneHbl
Apyrumu cneyuanmctaMmm Ans yTo4HeHus

Hannunsa BPOXAEHHOW W HacCnenCcTBEH-
Hon natornornn. OCHOBHOE KONMYEeCTBO
naumMeHTOB HanpaeneHo 13 nogpasaene-
HuA PBNe1-HLIM — 14699 uven. (39,4%).
3a NpoCneKTUBHBIM KOHCYNLTUPOBaHNEM
M Ons yTOYHEHUs amMarHosa obpaTtunoch
camocTtoaTensHo 2879 yen. M3 rpynnbl
BbICOKOIO pMCKa akTMBHOE MEAMKO-TEHe-
TMYeCcKoe KOHCYNbLTUpOBaHWEe NpoBeAEHO
1878 yen. (5,0%).

PacnonoxeHue MI'K B cTpykType Beay-
LLero MHOronpoguIbHOrO MeAULMHCKOro
yupexaeHus pecnyonuku obecnedvnsaeT
BbICOKMI YpPOBEHb OKa3aHUs MeLULMH-
ckor nomolum. KoHcynbraumio reHeTuka
1N MEAUKO-TEHETUYECKYI0 nabopaTopHyo
OVMarHoCTUKY MosyyatoT He TOMbKO naum-
€HTbl U cembM, obpaTtuBLumnecst B MK, Ho
1 GonbHblE U3 CTaLMOHAPOB U KOHCYIb-
TaTMBHbIX otaeneHun PBNe1-HLM, yto
coctasnsiet 39,4% obpalleHuii.

Menuko-reHeTu4eckoe KOHCYNbTUPO-
BaHME COBEpLUEHCTBYETCA BBEAEHUEM
aBTOMaTn3npoBaHHoro  PecnybnuvkaHc-
KOrO permctpa BpOXAEHHOW W Hacnenc-
TBEHHOW naTonorMn, co3gaHMem aBTo-
MaTU3MPOBaHHbIX paboumx MecT pans
Bpayel-reHeTUKOB.

OcHoBHas gons (79,2%) naboparop-
HbIX UCCNEeOOBaHUN OTHOCUTCS K OMOXuU-
MMUYECKMM, YTO CBSI3aHO C BbINOSIHEHNEM
B MIK AByx nporpamMm CKpuUHUHra — mac-
coBoro obcnenoBaHUsi HOBOPOXAEHHbIX
Ha NATb HacneacTBEHHbIX GonesHen 00-
MEHa W MpeHaTanbHOro CKpuHWMHra 6e-
pPEMEHHBLIX Ha CbIBOPOTOYHLIE MapKepbl
(PAPP-A n cBobogHoro 6eta-XI'y), a Tak-
»Ke CenekTUBHOrO CKpUHMHra Ha 6onesHu
obmeHa.

15,2% wuccnepoBaHWn OTHOCUTCS K
LMTOreHETUYECKUM C LieNbio AUarHoCTU-
KM XPOMOCOMHBIX HapyeHun. Ocoboe
BHUMaHWe yOensieTcs pa3BuTUI0 MOJIEKY-
NAPHO-TEHETUYECKNX METOAOB AMArHoC-
TUKW C y4ETOM pacrnpoCcTpaHEHHOCTU MO-

HOMEeHHbIX HacreACTBEHHbIX OonesHen.

3HaunumbIM 3aTanom B passutun MIrC
B AkyTun ctano otkpbiTne B 2002 r. oT-
Aerna MonekynspHoOm reHeTukn AKyTCKoro
Hay4yHoro ueHTpa PAMH wn [Mpasutens-
ctBa PC(A) (B HacTosiee Bpems AHLL
KMIM CO PAMH) ¢ co3gaHvem nabopa-
TOPUMA HacrneACTBEHHOW MaTonoruun, mo-
NEKyNSPHON 1 NONYMALMOHHON rEeHETUKN.
HeoueHnma npaktudeckasi NMOMOLLb Ha-
Y4HbIX coTpygHukoB OMIT B KOHCYnbTU-
pPOBaHUM NP CrOXHBIX AN AUArHOCTUKM
cnyvasx.

B 2013 r. co3gaHo HoBOe noapasaene-
Hue B coctaBe Knunukn CB®Y nm. M.K.
AmmocoBa — nabopatopus reHOMHOWN Me-
AvumHbl (3aB. MakcumoBa H.P.), ¢ koTo-
pbIM CBA3aHO AarnbHelllee paclumpeHne
Hay4HbIX pa3paboTok Ans BHeOpeHus B
npakTu4eckoe 3ApaBOOXpPaHEHWe C Le-
Nblo  YNyYLEeHNss MefuKO-reHeTUYeCKon
NMOMOLLM HaceneHuno AKyTuu.

OcCHOBHbIe pe3ynbTaTbl HAy4YHOWM
paboTbl oTAena MonekynsipHomn
reHeTuku AHL KM CO PAMH
3a 2002-2013 rr.

leHeTuKo-aemorpadmyeckne uccne-
[OBaHWA nokasanu, YTto Ans 6onbLIMHC-
TBa 3THMYeckux rpynn Pecnybnukun Caxa
(AkyTna) xapakTepHa nonoXxuTenbHas
OpayHasg accopTaTMBHOCTb MO MecTam
POXAEHWS U HALMOHANbHOCTU CYMNpYyros,
B TO >X€ BPEMS B HACEMEHHbIX NyHKTax CO
CMELUaHHbIM HaLuuoHanbHbIM COCTaBOM

pacrnpocTpaHeHbl  MeXHauuoHasbHble
Opaku, rmaBHbIM 06pasom Mexay KopeH-
HbiMM  Hapodamu. OxapakTepu3oBaHbl

0COBEHHOCTY BUTArbHLIX MoKasaTtenen
Yy JKEHLMH SAKYTCKOM HaLMOHanbHOCTU
B Tpex BO3pacTHbIX rpynnax. MokasaHbl
BPEMEHHbIE U3MEHEHWS! BUTAlbHbLIX MNa-
pamMeTpoB M KOMMOHEHTOB AnddepeH-
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unanbHOM CMEpPTHOCTM U NIIOOOBUTOCTY.
[nst n3y4eHHbIX B HACTOSLLEM Mccneno-
BaHUN BO3PACTHbIX FPYMn B BEMUYUHY
TOoTanbHOro otbopa HanbonbLIMA BKNaz
BHOCUT KOMMOHEHTAa, CBA3aHHasa ¢ and-
dhepeHLmansHo NnogoBuTocTbio (Gonee
72%). CHwxkenne ponu AnddepeHum-
anbHOM CMEepTHOCTU B OENCTBUM eCTec-
TBEHHOrO oTOopa Hapsigy C pasBUTMEM
MeaULUMHbI MOXET MPUBECTM K HaKorme-
HUIO 1 3aKpenneHnto B NonynsumMm oTpu-
LaTernbHbIX FEHOB, T.€. K YBENMYEHUIO re-
HeTuyeckoro rpy3a (Kyvep v gp., 2010).

Mo paHHbIM PecnybnukaHckoro pe-
rmcTpa HacnegcTBEHHOW U BPOXOEHHOMW
naTonorMm, BeCb CMEKTP MOHOrEeHHOM
natonormM  BKMYaeT 112 Hosomnorum,
n3 Hux 46 c ayTOCOMHO-AOMWHAHTHLIM
(A) n 34 c ayTOCOMHO-pELIECCUBHBIM
(AP) Tvnamu HacneposaHus, 12 Hosono-
rmn X-cuenneHHon peueccmHon n 10 —
X-cuenneHHon JOMUHAHTHOM NaTonoruu,
a Takke 10 HO30M0rMM CMHAPOMOB C He-
N3BECTHbIM TUMOM HacnegoaHus. [po-
BeJeHa OLeHKa rpy3a HacneacTBeHHON U
BPOXXAEHHOWN NaTonornm, MOHUTOPUPOBa-
HMe reHeTUYECKOro 300pOBbs MOMYNALNIA
Pecnybnukn Caxa (Akytun). MNpu cpas-
HEHWMN OTSTOLLLEHHOCTM HacneaCcTBEHHOM
naToriorven ropoAckon M CerbCKow Mo-
nynauui 6onee BbICOKME 3HAYeHUs Mo
BCEM TUMNaM HacrnegoBaHUS OTMeYalTcA
y CenbCKOro HaceneHusl. YcTaHoBneHa
0a3oBasi YactoTta BPOXOEHHbIX MOPOKOB
pa3BUTUS LeHTpanbHOW HEPBHOW cuUCTe-
Mbl 1 XPOMOCOMHOW MaToriorum y HOBO-
poxaeHHbix Pecnybnukn Caxa (FAkyTns),
onpeferneHo, YTo CpefHsAs yacTtoTa Xpo-
MOCOMHOW naTonornv B pecnybnuke He
npesblwaeT obuepoccuiickme. B npo-
MbILLITEHHbIX paroHax (AngaHckom, JleH-
ckoM, HeptoHrpuHckom, MUPHUHCKOM)
yactorta b6onesHn [layHa ymepeHHO npe-
BblLLIAET cpeaHepecnybnvkaHckme, BbisiB-
neHa acTpemMarbHo (B 2-3 pa3a) Bblcokas
yacToTa 3aboneBaHus B CENbCKOXO35MC-
TBEHHbIX parioHax: YcTb-AngaHckom, Yy-
panyunHckoM, Buntolickom (HoroBuubiHa
n ap., 2007).

VMccnepoBaHa knuHvka, anvaemmnoro-

TSt U MOMNEKYMAPHbIE NPUYMHbBI ayTOCOM-
HO-JOMWHAHTHOMN MMWOTOHUYECKOW Auc-
Tpocoun (MO1) B Axkytun. BHeppeHue
MOMEKYNSAPHO-TEHETUYECKNX  METOLO0B
(MUP) B NpakTnky Meamko-reHeTn4ecko-
ro koHcynstupoBaHusa B PC (£) nosso-
nuno He TomnbKo AuarHoctuposate MA1
B MH(OPMATUBHbBIX CEMbSIX, HO U NPOBO-
OnTb AnddepeHumanbHylo AMarHoCTUKY
¢ 3aboneBaHUsiMMU CO CXOAHbLIM (DEHOTU-
nom. B HacTosiee Bpems (no 2013 r.) B
PecnybnvkaHckOM reHeTu4eckoM perumc-
Tpe HacneacTBEHHOW Y BPOXAEHHON na-
Tonorun PC (A) yuteHo 202 GonbHbIX C
M1, koHcynsTpoBaHo B MK 185 6onb-
Hbix (CyxomsicoBa, 2005).

lMpoBeoeH CKPWHUWHI MOFHOrO ranmo-
naHoro reHoma y 39 aKyTCKMX OOMNbHbIX U
39 nx poacCTBEHHMKOB 13 33 HEPOLCTBEH-
HbIX cemen. Huber c coasTopamn B 2005 T.
onucanu 25 pasnuyHbIX MyTauui B reHe
CUL7 y 6onbHbIx ¢ 3M-cuHapomMoM 13
ctpaH CpegusemHomopbs u  EBponbl,
HO Y SIKyTCKMX OONbHbIX OH Bbl3bIBaeTCSH
€OVHCTBEHHOW, HE ONUCAaHHOW paHee My-
Taumen B reHe CUL7. lMonynaumoHHas
yactoTta myTtauum 4582insT B reHe CUL7
B SKyTCKOW nonynsiuum coctasuna 1,5%,
a yactota reTepo3uroTHOr0 HocuTenbC-
TBa — 3%. MNpoBeaeH NOMCK HOCUTENbC-
TBa MyTaummn 4582insT B rene CUL7 y
3BEHOB, 3BEHKOB, tokarmpos u3 PC(A),
OypaT us bypstum, pyccknx ns Tomckon
obnactn, mytauusi He Gbina HamgeHa.
[MonyyeH naTteHT Ha u3obpeTeHne PO
Ne2315310 «Cnoco6 guarHocTtukm 3M-
CMHOpOMa B sIKyTCKOW nonynsaumuy. fata
peructpauun 20.01.2008. PaspabotaH
meTtoq OHK-gnarHocTukn, anroputm me-
[OMKO-TEHETUYECKOrO KOHCYNBTUPOBaHNS
W [OpoAoBOW AmarHocTuku. 3M-cuHAa-
pOM y SIKyTOB BHECEH KaK CWHOHMM Mof
Homepom # 273750 yakut short stature
syndrome B MexayHapogHyt 6a3y Ha-
LMOHANbHOro MHCTUTYTa BUoTEXHONOrnm
CWA (NCBI) B pasgen OMIM (Online
Mendelian Inheritance in Men) (Makcu-
MoBa u ap., 2007, 2008, 2010).

[laHo KNMHWKO-reHeanorm4yeckoe onu-
CaHve HOBOro CMHAPOMA HU3KOPOCHOCTH
C Konbo4ykoBoOW AMCHYHKUMEN, aTpodu-
e 3puTenbHbIX HEPBOB M Menbrepos-
CKOW aHOManven y sKyToB W U3yyeHa
€ro pacnpocTpaHeHHOCTb B SIKYTCKOW
nonynauun. BnepsBble KapTMpoOBaH reH
U ugeHTUdULMpoBaHa MyTauus, Bbl-
3blBaloLWasl CMHOPOM HWU3KOPOCIOCTU C
KonboykoBon AUCKYHKLMEN, aTpoduei
3pUTENbHBIX HEPBOB W MENbrepoBCKON
aHomanuen nenkoumToB. HOBOMY CWH-
apomMy gaHo HasaHue SOPH-cuHapom
(Short stature, Optic nerve atro syndrome
with Cone dysfunction, Optic atrophy and
Pelger-Huet anomaly). SOPH-cungpom
BHECEH B MexayHapoaHyw 6a3dy Hauu-

OHanbHOTO MHCTUTYTaA OMOTEXHOMOrMK
CWA (NCBI) B pasgen OMIM (Online
Mendelian Inheritance in Men) ¢ Home-
pom #614800.

PaccMOTpeHbl  MexaHW3Mbl  Hakon-
neHust aTHocneumguyecknx ¢opM Ha-
cneacteeHHon natonorum (OOMI, ACH,
SCOP-cuHgpoma) B nonynsaumsax Akytum
Ha OCHOBaHWW MOCTPOEHUS rannoTUnoB
B JlOKycax reHOB WuccrnegoBaHHbIX 6o-
ne3Hen C NOMOLLbI0 MUKPOCATEMMUTHBIX
mapkepoB. OueHeH BO3pacT MAEHTUDW-
LMpPOBaHHbIX MyTauuin B reHax CUL7 n
NAG B sikyTckom nonynsumm (Makcrumosa
n gp., 2010).

Yactota okynodapeHrmanbHon Mu-
oguctpocoun (OPM[) B YcTb-AngaHc-
kom ynyce (1:2230) 6nmska k 4acTtoTe
BO (paHko-kaHagckon (1:1000) n e.-
perickor nonynsuusax (1:600). Mpogon-
XWUTENbHOCTb 3aboneBaHuss Obina B
cpegHem 14,62+9,26 roga. Pacnpoctpa-
HeHne OOM[ B PC (A) obycnoeneHo
HaKoMnmneHWeM eaVHCTBEHHOW MyTauum
(GCN)14 B reHe PABPN1 B pesynsrate
achbdekta ocHoBaTens. Bpems, 3a kOTO-
poe Mpou30LLIIO pacrnpoCTpaHEHNE My-
Taumm OPMU, coctaensieT okorno 3783
net. PaspabotaH metog OHK-gmnarHoc-
TUKW, anropuTM MELMKO-FeHETUYECKOro
KoHcynbTMpoBaHus OPM[.

Obwas 4yactota aTakcum Ppuapen-
Xa cpegu Bcero HaceneHus Pecny6nu-
kn Caxa (Axkytns) — 1,26 Ha 100 TbIC.
HaceneHus, conocTtaBvMa C MWPOBbLIMU
nokasatensimu (2-5 Ha 100 TbIC. Hacene-
Hus) (Palau, Espinos, 2006), Tak xe, kak
1 Yactota cpeau akytoB, — 2,78 Ha 100
TbiC. HaceneHusi. PacnpocTpaHeHHOCTb
cpean [OEeTCKOro HaceneHus SKyTCKOR
HaumoHanbHocTn — 7,5 Ha 100 ThiC. Ae-
TcKoro HaceneHusi. [ebtoT 6onesHn AP
Habntogancsa B cpegHem B Bo3pacTe 4,7
+2,07 roga, Bapbupys ot 2 oo 9 net. Bece
BonbHble ObINM C Knaccuyeckum eHo-
TMNoM OornesHu, xapakTepunsoBaBLLUMMCS
paHHUM Havanom, ObICTpbIM nporpec-
CMPOBaHMEM W COYETAHUMEM TUMUYHBIX
HEBPOIOTMYECKUX U IKCTPaHeBparbHbIX
nposiBneHun. PaspabotaH meton [OHK-
OVarHOCTUKKN, anropuTM MeauKo-reHeTu-
YEeCKOro KOHCYIbTMPOBaHUSA Y JOPOAOBON
[ANarHoCTUKN.

B Pecnybnuke Caxa (Akytus) 6onesHb
KeHHeon BcTpeyaetcs TOMbKO cpeau
AKYTCKOro  HaceneHus. 3aboneBaHue
3apernctpupoBaHo B 3 ynycax (AGbinc-
KoM, BepxHekonbiMckom, HiopOuHckoMm).
[rana3oH pacnpocTpaHeHHOCTU 3abone-
BaHWS Cpeam siIKyTOB MO yrycam KpainHe
LUIMPOK N cocTtaenseT oT 4,2 go 204,9 Ha
100 TbIC. AKYTCKOrO HaceneHus, cpeau
MY>4MH skyToB — oT 0,8 go 408,7 Ha 100
TbIC. MyX4MH SKyTOoB. Hambonee wvaiie
3abonesaHve BcTpeyaeTrcs B BepxHe-



KonbIMCkoM K ABblickoMm ynycax. [Ons
MONEKYNSAPHO-reHETNYECKOro  Uccneao-
BaHus ucnonb3oBaHbl IHK 6 6onbHbIX C
KNMHUYECKMM AnarHo3om 6onesHb Ken-
Heaun 1 OHK 10 cnbcoB 13 4 HepoaCTBEH-
HbIX SKYTCKMX cemei. BeisBneHa myTtauus
— yaonuHeHve annens B reHe AR go 51
CAG-noBTopa. PaspabotaH meton OHK
ONArHoCTUKK, anroput™M MeOuKo-reHe-
TWUYECKOro KOHCYnsTUpoBaHus. Bnepsble
onpegeneHsbl 5 aTHocnecneumguyecknx
SAKYTCKMX HacreacTBEeHHbIX GonesHen no
OBYM KpUTEPUAM: crninHouepebennsapHas
atakeuss 1 Tuna, okynodapeHrmanbHas
MUOAMCTPOUS, MUOTOHUYECKas AUCTPO-
dus, metremornobuHemumsi, 3M-cMHapoOM
(sKkyTCKMA HaHKM3M). Bo-nepBsbix, pacnpo-
CTPaAHEHHOCTb WX 3HAYUTENbHO BhbILLE,
4yeM B MUPOBOM HapopoHaceneHun, a
ABa 3aboneBaHusi — cnvHouepebennsp-
Hag atakcusa 1 Tvna v SH3MMOoNeHu4ec-
Kag MEeTremMorrnobuHeMnsi OTHECEHbl K
MUWPOBbLIM O4araM HakomnmneHus Hacneac-
TBEHHbIX OonesHel. Bo-BTOpbIX, Ans
Ka)k[I0ro U3 HUX BbISIBMEHbI 0COOEHHOCTY
MOIEKyNsSpHOW NpupoAdbl, OTnMyaroLme
MX OT CXOAHbIX (PEHOTMMOB B APYrMX Mo-
Nynsauusix, B KOTOPbIX OHW BCTpeYalTCcs
HecpaBHeHHo peako (My3sbipes, 2008).

Mony4yeHbl HOBbIE AaHHbBIE MO accoLu-
aumn nonumopduama MynsTMdakTopu-
arnbHbIX 3aboneBaHuii: MPoBEAEH aHanus
reHoB, OTBETCTBEHHbIX 3a Npegpacnono-
YKEHHOCTb K XPOHUYECKOMY arnkoronmamy
y B60MbHbIX XPOHUYECKMM arkororim3amom
B MOMynsiuMsiX KOPeHHbIX HapoaoB HAky-
Tun. emmaurotHein reHotun MAOA*L
aBnsetcs npotekTnBHbiM (OR=0,07), a
reHotun MAOA*H nonumopdHoro map-
kepa LPR reHa MAOA — mapkepom puc-
ka (OR=14,4) B OTHOLIEHWN pa3BUTUA
XPOHWYECKOTO asikoronmaMa y MYyX4YuH
9BEHKUNCKOW 3THUYECKON MpUHaAnex-
HocTu. Annens MAOA*T nonmmopdHoro
nokyca 1460C>T saBnsieTca MapKepom
pycka AN KEHLUMH B LlerioM, a annernb
MAOA*C — npOTEeKTUBHLIM MapKepom
ANsi COBOKYMHOW BbIGOPKN KEHLUMH 13
PC(A). MpoTekTuBHBIM MapkepoM npu
pa3BMTUM ankoronunama, kak cpeau sky-
ToB (OR=0,0005), Tak 1 B 06beguHEHHON
BblOopke (sKyTbl 1 3BeHkn) (OR=0,0005),
ABMAETCS peakvn B rpynne 6omnbHbIX ran-
notun MAOA*H*T.

BrnepBble nonyyeHbl OaHHble Npwu
OpoHxmaneHon actme (BA) BHyTpuno-
NynsUMOHHON pacnpocTpaHeHHocTn 7
NonMMopdHbIX BapuaHToB 5 reHoB WH-
TEPrNENKMHOB B SIKYTCKOM MOMNynsAUUN.
YCTaHOBMEHbI 3HAYMMble pas3Nuuusa B
pacnpefeneHny YacToTbl annenen nonu-
MOP(HbLIX BapVMaHTOB FEHOB WHTEpnen-
KMHOB B rpynne sikyTOB W PYCCKUX ONs
nonumopduamos C589T n G/IC 3’UTR

reHa IL4, Q551R wn 150V reHa peuenTo-
pa IL4RA; C703T reHa IL5, G80A reHa
peuentopa IL5RA. Bnepsbie npoBegeH
CpaBHUTENbHbIA aHanu3 4acToThbl Uccre-
OyeMbIX MonNMMopdU3MOB reHOB UHTEP-
NenKMHOB Yy 0onbHbiX BA 1 300poBbIX
skyToB (ConoBbeBa, 2010).

OcobBeHHOCTLIO recTto3a B SIKYTCKOW
nonynsuumn sBNSAETCA €ero Co4yeTaHne C
aHeMunen cpedHen U TSKENOW CTEMeHW.
JononHuTenbHbIMK  ¢hakTopaMu CTaHo-
BSITCS NnepBasi 6epeMeHHOCTb B BO3pacTe
15-19 n 30-34 roga, recto3 B aHamMHese,
3KCTpareHuTanbHasa naTtoyiorus: BereTo-
cocyamucTas QUCTOHMSA MO r’MNepToHMYec-
KOMY TUMY, XPOHUYECKUI MUENOHedPUT,
1M30bITOMHAA Macca Tena u r’MHeKomnoru-
yeckne 3abonesaHud. [lonydveHbl OaH-
Hble O BaXXHOW PONN OnpedeneHHbIX an-
nenbHblX BapraHToB reHoB NOS3, PAI-1,
LEP B pa3BuTuM rectosa y skyTos. [lo-
Ka3aHo, YTO MNONMMMOPMHbIE BapUaHThbI
C691T, G894T reHa NOS3, -675 4G/5G
reHa PAl-1 obycnoenueatoT obLyto nog-
BEPXXEHHOCTb K pa3BUTUIO recTo3a 1 BOB-
neyeHbl B pa3Hble KIUMHMYeckne opMbl
3aboneBaHus.

Monynauun AkyTun BXOOAT B €AMHbIN
reHETUYECKMN  KOHTUHYYM, OXBaTblBa-
IOLLMI CEBEpPO-BOCTOYHYIO 4YacTb EBpa-
3umn  (tepputopun KOxHonm n 3anagHon
Cwnbupu, Monronun, JanbHero BocTtoka,
YykoTkn 1 KamuaTtku), KOTOpbIN xapakTe-
pusyetcsa npeobnagaHMeM BOCTOYHO-EB-
pPa3niicKoro KOMMOHEHTa U NOBbLILIEHHbIM
copgepxaHunem C n D rannorpynn mtAHK,
N n C rannorpynn Y-xpomocomsl. [lo-
naensoulee 60MNbLNHCTBO NMHUIA OTHO-
cUTCS K asnaTckmm knactepam — A, B, C,
D, F, G, M7, M13a, Y, Z mtOHK, N1c,
N1b, C3*, C3c, OY-xpomocomsl. 3anaa-
HoeBpasunckne nuHuKM rannorpynn H,
U, HV1, T, W, J mTOHK 1 R1a, R1b, J,
E1b1b1a, [1a, 11bY-xpomocombl BCTpe-
yawTcst B reHocoHae HapogoB AKyTuu
C HU3KOWM 4acToTOM — UX CyMMapHoe Co-
OepaHue B obuen Bbibopke cocTaBnseT
~ 9% no obeMM MapkepHbIM cucTemMam.
AHanus coBnagaroLLmx NMHUIA MeXay no-
nynaumsamu Akytumn, EBponbl, KOXHOM 1
3anagHoni Cunbupun nokasbiBaeT, uTo 60-
niee BEPOATHbIM UCTOYHMKOM HEKOTOPbIX
3anagHoeBpasnnCcKnX NMHUA reHopoHaa
KOPEHHbIX 3THOCOB AKYTUN MOXET ObITb
ApeBHee HaceneHue lOxHo un 3anag-
Hou Cunbupu. MNonyyeHHble faHHbIe CBU-
OEeTeNnbCTBYIOT O HanMuMM OpPEBHEro €B-
poneonagHoOro KOMMoHeHTa B reHodoHae
SIKYTOB W 9BEHKOB. Pe3ynkTtaThbl domnore-
orpadmyeckoro aHanusa nuHun MtTAHK
1 Y-XpOMOCOMbI, PacrnpOCTPaHEHHbIX B
AkyTnn, cBUOETENBLCTBYIOT 00 MX KOXKHOM
npovcxoxaeHun. lpovcxoxaeHue ran-
norpynn N1c un CY-xpoMOCOMbI Tak xe
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CcBsi3aHO C Oonee HXHbIMM perMoHamm
— CeBepHbiM Kntaem un KOxHon Asunen.
AHanm3 reHeTUYecKMx B3aMMOOTHOLLE-
HWI yKa3blBaeT Ha TO, YTO K MOnynsauu-
AM AKyTUM NO CNEKTPY NHUIA Hambonee
6nuskm nonynsuun  KOxHon Cubupu.
[MpoBeaeH NOMHOTEHOMHbIA  CKPUHWUHT
nonynsauun AkyTun (SKyTbl, 3BEHKM, tOKa-
rMpbl, 4OMNraHbl) B CPaBHEHWUU C MOMNyns-
umamum Esponbl, A3un n AMepnkm no 650
Tbic. SNP (lllumina Bead ARray). Ycta-
HOBMEHO HE3HaYUTENbHOE COAep)KaHue
€BpOMNewncKoro KOMMNOHeHTa B reHocpoHae
SIKYTOB 1 9BEHKOB, BbICOKOE — Y OKarmpos
n ponraH. NokasaHo 6nnskoe reHeTu4ec-
KOe POACTBO HApodoB SAKyTuM C Hapoaa-
mu HOxHon Cubupun (antanubl, BypsTsl,
TYBWHLbI, MOHIOf1bl) U 3Ha4YUTENbHbIE OT-
nmymsa ot HapogdoB YykoTku n KamuyaTku
(4yk4n, kopsikn) (Rasmussenetal., 2010).
Takum 06pa3oM, AaHHble MOMHOreHOM-
HOrO CKPWHWMHIa ayTOCOMHBIX TOKyCOB
COOTBETCTBYIOT ~ pesynbratam aHanu-
3a nuHun mMTtOHK. Bnepeble npoBeaeH
CpaBHUTENMbHbIV aHanM3 pacnpegeneHus
yacToTbl annenen wectn STR-nokycos
(D3S1358, D16S539, THOI, D8S1179,
LPL, HUMvWEFII), npumeHsembiX B Cy-
[ebHO-MeaMLMHCKOW NpakTuKe, B Mony-
naumsix Akytum (Tpy STHoreorpadumyec-
Kue rpynnbl sIKyTOB, 3BEHKM, toKarupbl,
ponranel, pycckue). Mo natn mapkepam
BbISBMIEHbl  [JOCTOBEPHbIE  Pa3nunyus
MEXAY PYCCKMMU U BCEMWU OCTarbHbIMU
nonynsiuusiM1. YCTaHOBMEHbI 3HaYeHUst
COBOKYMHOTO ANCKPUMUHMPYIOLLEro Mo-
TeHunmana (PD) wu3y4yeHHOM cuUCTEMbI
NOKYCOB A1 KaXKA0N N3 UCCINEA0BAHHbIX
nonynsiuuii. YpoBeHb MeXMonynsiLmnoH-
HbIX reHeTnyeckux pasnuunn FST mexay
KOPEHHbIMM 3THOCaMu AKYTUU MO LLECTH
[OHK- mapkepam agepHoro reHoma (FST
=0,005) HEMHOrO HXe, YeM Mo YacToTe
rannorpynn MTOHK (FST =0,009). Ha oc-
HOBe annenbHoro nonumopdguama STR-
NOKYCOB OLleHeHbl uroreHeTu4eckme
B3aVIMOOTHOLUEHUS MeXAY W3YyYeHHbIMU
nonynsauusMm 1M MonynauusamMn  Opyrux
pernoHoB — BocTouHon EBponbl, KOxxHOWM
Cunbupu, Yykotkm n Kamuatkm (Pegopo-
Ba, 2008, 2010).

BnepBble B nonynsauum SiKyToB C MO-
MOLLbK aHanuM3a HepaBHOBeCMS MO
cuenneHnto u SSCP-aHanusa ¢ nocne-
OyIOLWUM CekBeHpoBaHMeM obpasLoB C
N3MEHEHHOW MOOBWMXHOCTBI MAEHTUDU-
LUMpoOBaHa MOMEKYNSPHO-reHeTn4eckas
NpuU4MHa HacneaCTBEHHOW BPOXOEHHOM
dopmbl rNyXoTbl, KOTOpas BbI3blBAETCSH
MyTaumen JOHOPHOTO canTa crnancuHra
IVS1+1G>AreHa GJB2 (Cx26) un, B coOT-
BETCTBMN C MeXOyHapOAHbIM KaTarnoromM
OMIM (Online Mendelian Inheritance in
Men), knaccuduumpyetcs kak annenb-



. AKYTCKUM MEANLMHCKAN KYPHATN

HbIi BapuaHT ayTOCOMHO-PELECCUBHOM
rnyxotbl 1A Tuna (API" 1A). Pacnpoctpa-
HeHHocTb APl 1A coctaBuna 16,2 Ha
100000 sikyTCKOro HacerneHus, a Yactota
reTepo3nroTHOr0 HOCUTENbCTBA MyTauun
IVS1+1G>A BapbupyeT o1 3,8 go 11,7%
cpeou KOPEeHHOro HaceneHus Akytuu
(3BEeHbI, 3BEHKW, AonraHbl, AKyTbl). Pe-
3ynbTaThl ICCNeoBaHUSA CBUAETENbCTBY-
0T O JIOKaNbHOM HaKOMMEeHUW MyTauum
caunTa cnnancuHra reHa GJB2 (Cx26) u
XapakTtepuaytoT pervoH BoctouHon Cu-
OVpKU Kak «3HOEMUYHbIA o4ar» pacnpo-
cTpaHeHus IVS1+1G>A, Hanbornee kpyn-
HbI B Mupe (Bapalukos, 2010).

C 2000 r. B MIK npoBogsitca uc-
cnegoBaHusa  BroaTUdeckux npobnem,
cBs3aHHbIX € gHK-tectupoBaHvem wn
npeHartanbHOM AnarHoctukon. [lokasa-
Ha onpegensowas pornb CouuanbHbIX,
NPaBOBbIX W 3TUYECKUX acnekToB npu-
MEHEHUS1 HOBbIX ANSA 34paBOOXPaHEHUs
Pecnybnunkm Caxa (AkyTns) MeTogoB Mo-
NEKYNsiPHON ANarHOCTMKM MOHOFEHHbIX
HacrneaCTBeHHbIX 3aboneBaHuin. [OHK-
OMarHoCTuka HacneacTBEHHbIX 3abone-
BaHWi, Hambonee pacnpoCTPaHEHHbIX
B PC(A), pomkHa GbITb opueHTUpoBaHa
Ha Hy>X[bl HaceneHus Toro pervoHa PO,
B KOTOPOM OHa nposoauTtcs. O npumeHe-
HUM OHK-gnarHoCTUKM B PYTUHHBIX Le-
NAX B MpaKTUKE MeOUKO-TEHETUYECKOro
KOHCYNbTUPOBaHWS MOXHO YTBepXaaTb,
ecnu cobrniogaeTca psg opraHU3aLoH-
HbIX, METOOANYECKUX U ITUYECKMX YCIlo-
Bun (KoHoHoBa, 2006, 2012).

B npakTuky 3apaBooxpaHeHuUs me-
ANKO-TeHeTUYeCKOW KOHCYIbTauum
PBNe1-HUM cotpyaHukamu AHL, KM
CO PAMH BHepgpeHbl crnegylowme
OHK-gnarHocTukn.

1. PaspabotaH HoBbIn crnocob TLIP-
aunarHoctukn 3M-cuHgpoma, B 2008 r.
nony4eH nateHt P® «Cnocob guarHoc-
Tk 3M-cuHgpoma B SIKyTCKOW Monyns-
umm» Ne2315310 ot 20 anBapsa 2008 r.
DaHHbin meton OHK-amnarHocTukmn BHed-
pPeEH B MPaKTUKy MeOUKO-TEHETUYECKOro
KOHCYNbLTUPOBaHUsI, NPOBOAUTCS MpeHa-
TanbHas OuMarHocTuka, Co3daH PerucTp
60nbHbIX ¢ 3M-CMHOPOMOM.

2. C uenbo ObICTpoW MoOnekynsp-
HO-TEHETUYECKOM [MArHOCTMKU  OKYIIO-
dhapuHreanbHoOM MUOAUCTPOdUN  Obin
BHegpeH cnocob npsimon OHK-gnarHoc-
Tvkn OOM/[ ¢ nomoLbo amnnudukaumm
TPUHYKNEOTUAHOMO y4yacTka reHa MeTo-
pom TUP n anektpodhopesa B 8% no-
nuakpunamugHom rene (MAAI). CosgaH
pecnyobrnmMKkaHCcKniA pernctp OOombHbIX ©
uneHoB cemeri ¢ OPM/.

3. BHegpeH cnocob npsamon [OHK-
auarHocTtukm 6onesHn KeHHegu ¢ nomo-

b0 aMnnuuKaLum TPUHYKNeoTUAHOro
yyacTtka reHa AR metogom MNLP. Mpsamon
metonq [OHK-gnarHoctukm  nossonsieT
YTOYHWUTb KIMUHWYECKUIA AMarHo3, NpoBoO-
anTb andodpepeHumnanbHyo 1 npecumn-
TOMaTUYECKYIO [MarHoCTUKY, BbISBMATb
reTeposuroTHOe HOCUTENbLCTBO Ccpeau
XKEHLLMH C LeNnblo paHHen NpogunakTukm
1 0OPOAOBOV AMArHOCTMKKM 3aboneBaHuns
B OTSArOLLEHHbIX CEMbSIX U Ha NOMynsLm-
OHHOM YpOBHE.

4. C 2002 r Begetca nMHMOPMaLMOH-
Has 6a3a y4eTa 60nbHbIX C HAacneaCTBEH-
HOW M BPOXOEHHOW natorornen, amd-
depeHUmaneHas auarHoctvka reHHOWN
HacnencTBeHHow natonormn. Co3gaHbl
aBTOMaTu3npoBaHHble paboyne Mmecta
Bpayew reHetukoB. B pabote mcnonbay-
I0TCA COBPEMEHHas cucTeMa KOMIblo-
TEPHOr0 perucTpa ceMeinn ¢ MOHOTEHHOMN
naTtonorven, aBTOMaTM4eckoe BedeHue
BHELUHEN W BHYTPEHHEN OTYETHOCTW,
MHOpMaUMOHHAA noadepxka Bpayewn
FEHETUKOB CMPaBOYHbIM  MaTepuanom
Nno OpraHn3aumoOHHO-METOOUYECKUM U
ne4yebHO-AMArHOCTUYECKUM  BOMpOCcam,
6asa AaHHbIX KIMMHUYECKOro U CTaTUCTK-
yeckoro Matepuana PecnybnvkaHckoro
peructpa Ans Hay4HbIX WCCredoBaHWuw,
pa3paboTku NpodnnakTU4ecknx Mepon-
puaTun. «Pernctp HacnegcTBeHHOM U
BPOXAEHHON naTtonorMmy oduumansHO
3aperncTpmMpoBaH B LiEHTPanbHOM apxu-
Be Poccuiickoro areHcTBa no nareHTam
nog Ne990720 ot 29.09.99. ABTOpbI pas-
pabotku: KutanHuk .M., 3abaposa J1.B.,
Hertapes I.T. (. HoBocubupck).

5. CospaHa PecnybnukaHckas 6a3a
[aHHbIX JeTEN U HOBOPOXAEHHbBIX C BPOXK-
[OEHHbIMW NMOpPOKaMK pas3BUTUS C LENbLo
aBTOMAaTUYECKOr0 BEAEHUs OTYETHOCTU
cTtaTucTnyeckon obpaboTkmM AaHHbIX MO
pervoHam. basa gaHHbIX ucnonb3yeTcs
ONS HayYHbIX MCCNeaoBaHUi Mo pacyeTy
6a30BOW YaCTOTbI U CTPYKTYPbl BPOXAEH-
HbIX MOPOKOB pas3BuTUS U paspaboTke
nporpamMmmbl NPOUIAKTUKN BPOXKAEHHbIX
nopokos pa3suTtus. lNMporpamma «MoHu-
TOPVIHI BPOXOEHHbIX MOPOKOB Pa3BUTUS
B Pecny6nuke Caxa (AkyTusi)» Ha OCHO-
BE WCMOMNb30BaHNS KOMMbIOTEPHOW Mpo-
rpammbl ««Pervctp HacnegcTtBeHHOM u
BPOXAEHHON naTonorMmy oduumansHO
3aperncTpupoBaHa B LieHTparibHOM ap-
xuBe Poccuiickoro areHcTBa Mo naTeH-
Tam nog Ne990720 ot 29.09.99. AsTopbl
paspabotku: Kutannuk I.I., 3abaposa
N.B., Oertapes I.I". (. HoBocnbupck).

OTAenbHble Hay4YHble Nybnukauum:
1. ®egopoa C.A. eHeTnyeckme nop-
TpPeTbl KOpPEHHbIX HapogoB Pecnybnuku
Caxa (Akytus): aHanuM3 JNUHWUS MUTO-
xoHgpuansHon [OHK u Y-xpomocowmsbl.

— HAxyTck: N3g-Bo AHLL CO PAH, 2008.
-235c.

2. ®epoposa C.A. AkyTbl: reHeTU4EC-
Kne PEeKOHCTPYKLUN B CPABHEHUN C UCTO-
puyeckumn // STHOreHe3 u KyrnbTypore-
He3 B Bawikanbckom pervioHe / noa pea.
M.b.KoHoBanoBa. — YnaH-Yaa: WM3g-sBo
BHL, CO PAH, 2011. — C.151-176.

3. CbopHuk «Genomic and health in
the developing world» / Ed. by D. Kumar.
— N.-Y.: Oxford University Press, 2012:

— Kononova S.K., Fedorova S.A.,
Khusnutdinova E.K. Bioethical aspects of
genetics and genomics in Yakut (Siberia).
— P.1426-1430.

— Maksimova N., Nogovitsina A.
Hereditary disease among the Yakuts.
- P1314-1322.

— Fedorova S., Khusnutdinova E.,
Villems R. MtDNA and Y-chromosomal
VARiation in populations of Sakha
(Yakutia). — P.1269-1280.

MNepeyeHb NaTeHTOB, Ha Morne3Hbie
Moaenu, nosyYeHHbIX Hay4HbIMU CO-
TpyaHukamm AHL KM CO PAMH:

1. MaTteHT Ha wu30b6peTeHne P
Ne2315310 «Cnocob auarHoctukn 3M-
cvHOpOMa B SIKYTCKOW  MOMynsumm».
MakcumoBa H.P.,, HoroBuubiHa A.H.,
CyxomsacoBa A.Jl. [data peructpauum
20.01.2008.

2. MNateHT Ha n3obpeteHre Ne244863
«Cnoco6 pgetekuum 17 MyTaumi reHoB
GJB2 bGJB6 npu HacneacTBeHHOW He-
cvHOpoMarnbeHol rnyxotey. Bbapalukos
H.B. n gp. fata pernctpauun 20.04.2012
r. HAY: YPAH WHcTtuTyT Broxummm un re-
HETUKM YPUMCKOro HayyHoOro LueHTpa
PAH, YPAMH AKyTCKUA Hay4HbIA LEHTP
KOMMINEKCHbIX MeOULMHCKMX npobnem
CO PAMH.

Apyrve Bnabl HaAy4YHOM NPOAYKLMNM:

— OMIM (Online Mendelian Inheritan-
ce in Men). 3M-cnHApOM y SIKYyTOB BHe-
CEH Kak CMHOHMM nof HomepoMm # 273750
yakut short stature syndrome B mexgyHa-
pogHyto 6asy HaumoHanbHOoro MHCTUTyTa
6uotexHonorun CLUA (NCBI);

— OMIM (Onlinec Mendelianc Inhe-
ritance in Men). SOPH-cungpom nog
Homepom #614800 short stature, optic
nerve atrophy, and Pelger-Huetanomaly
BHeceH B MexayHapogHyto 6a3y Hauwo-
HanbHOrO  MHCTUTYTa GuoTexHonorum
CLUA (NCBI);

— MyTauus JOHOPHOro cawTta cnnawn-
cuHra IVS1+1G>A reHa GJB2 (Cx26)
B COOTBETCTBUM C MeXOyHapOAHbIM
katanorom OMIM (Online Mendelian
Inheritance in Men) knaccuduumpyetcs
Kak annenbHbI BapyaHT ayTOCOMHO-pe-
ueccuHou rmyxoTtbl 1A Tuna (API 1A).

C 2002 no 2011 rr. 3awmweHo 11 guc-



cepTauuii No reHeTuke, M3 HUX 2 JOKTop-
ckue (1 — o.M.H.,, 1 — A.6.H.) n 9 KaHam-
Aatckmx (5 — K.M.H., 4 — K.6.H.).

Ha ocHOBaHMM MTOroB HayYHbIX WC-
crnefoBaHU  COTPYOHWKOB OTAena Mo-
nekynsipHon reHetukn AHL KMIT CO
PAMH, npoogumbix coBmecTtHo ¢ HAN
MeauLMHCKON reHeTmku (r. Tomck) n HAU
reHeTukn n Guornorum AH Bawkupckon
Pecnybrivkn (r. Yda), 3apybexHbiMu
konneramu HAW mosra (r. Huirata, Ano-
Hus) 1 OcToHckoro BuoueHTpa, 6bino
nogrotoeneHo [loctaHoeneHne 33(LVII)
ceccun O6uero cobpanns CO PAMH ot
05.12.2012 Ne3, B KOTOPOM rOBOPUIIOCH,
4YTO B CBSI3U C HOBBIMUW FOCYLAPCTBEHHbI-
MU 3agavYamMu MPOMBbILLIIEHHOrO OCBOEe-
Hus Tepputopun Asuatckoro Cesepa u
wenbgoB CeBepHOro NegoBMTOrO okea-
Ha CO PAMH rotoBo n ganblue passu-
BaTb 3TW MccrnenoBaHusi. MoctaHoBUNN:
.. 3. Opobputb geatenbHocTb HAW me-
anumHekon reHetukn n AHL, KMIM CO
PAMH no n3yyeHuto rpysa MOHOIEHHbIX
HacneacTBeHHbIX GonesHen u yyactue
B OpraHvMsauum cneuvann3npoBaHHON
noMoLliM, B TOM 4YWCME B OTHOLUEHUU
opdaHHbIX 6onesHen. ... 6. AKTMBU3K-
poBaTb KOMMIMEKCHbIE UCCreaoBaHNst No
npobnemam nepcoHNUUNPOBaHHON Me-
ONUMHBI C Y4ETOM 3THMYECKOro cocTaBa
HacerneHuss U 3KOMOMMYECKMX YCIOBUIA
cpenbl 0bGuTaHus. 8. Paspaboratb
nporpaMmmMy npodunakTukmn, 4UarHoCTuKm
N NeYeHnst HacneacTBeHHbIX bonesHen B
Pecnybniuke Caxa (Akytus).

Y4yeb6HO-Hay4yHaa nabGopaTtopus
«FeHoMHaa meguuuHa» KnuHuku Me-
AuumHckoro uHctutyta CeBepo-Boc-
TO4yHOro degepanbLHOro yHuBepcure-
Ta M. M.K. AMMocoBa opraHusoBaHa
npuKa3oM pektopa B ceHTAGpe 2011 r.

Llens paboTbl nabopatopum — ynyud-
LeHne KayecTBa 300pOBbs HaceneHus
Pecnybnukn Caxa (Akytusi) n Poccuiic-
ko Penepaumm Ha OCHOBE BHeApEHUS
BbICOKUX MEAULMHCKUX TEXHOMOrmm mu
nyTem MOBbILLIEHMS Ka4ecTBa NOArOTOBKM
cneunanucToB B 00rnactm MeguuMHCKOM
reHeTUKN.

3apauu:

— lMnaHupoBaHne 1 opraHmnsaums Ha-
y4YHO-06pasoBaTenbHbIX U Hay4YHO-UC-
cnegoBarenbcknx pabot B obrnactu me-
OVLIMHCKON FreHETUKN.

— PaspaboTka WMHHOBALMOHHBLIX 006-
pasoBaTenbHbIX NMporpaMM, NPOEKTOB U
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CTpyKkTypa MeauKo-reHeTudeckomn cnyxobl Pecnybnuku Caxa (AkyTtns)

y4yebHO-METOANYECKNX KOMIMIIEKCOB B 00-
NacT¥ MEAULIMHCKOWN FEHETUKN.

— BHegpeHue B oOpasoBaTenbHbIf
npoLecc pe3ynbLTaToB Hay4HbIX UCCre-
OOBaHWUA N 3KCNepUMeEHTarnbHbIX paspa-
OOTOK.

— OpraHu3aums Hay4HO-NPaKTUYECKMX
KOH(pepeHLUnin, cCeMMHapoB, COBELLLaHUN,
KOHCynbTauuii no npobnemam meguumH-
CKOW reHeTMKN Ha COBPEMEHHOM 3Tane

— CopencTtBue B NOArOTOBKE U MOBbI-
LeHN KBanuduKaumm HaydHo-negaro-
r’MYyeckux KagpoB B obnactv meauumHc-
KOW FrEHETUKN.

— lMpurobLueHne CTygeHTOB K Hay4HO-
MCCNeaoBaTENbCKOW U HayYHO-MPaKTU-
YecKkon OeATenbHOCTM, K MPUMEHEHUIO
COBPEMEHHbIX BbICOKMX MEAULIMHCKUX
TEXHOOIUNA.

OCHOBHbIE HanpaBfieHnUst Hay4HO-UC-
cnepgoBaTtenbckon paboTel naboparopuu:

— KnuHuko-reHeanormyeckoe n Mo-
NEKYNsiPHO-TeHETUYECKOE U3YyYEeHWNEe Ha-
CNEeACTBEHHOW 1 BPOXAEHHOW NaTonornm
y HapopoB Pecnybrnvuku Caxa (AkyTtus).

— UN3yyeHne monekynsipHo-reHeTu4yec-
KMX OCHOB MynbTUaKTOpUanbHOM U NH-
PEKLMOHHONM NaTonornu.

— Buoxumnyeckne n monekynsipHo-
reHeTM4Yeckne acnekTbl HacneacTBEHHOMN
natonornn obmeHa.

— [MpuHUMNBI OpraHu3aumMm reHeTu-
Yeckoro ckpuvHuHra B Pecnybnuvke Caxa
(AxyTtns).

B uenax passBuTUS SIKyTCKOW Hayku v

NOAHSITUSI YPOBHSI MEAMLMHCKOrO 06paso-
BaHWA Ha Gornee BbICOKOTEXHOMOMMYHbIN
ypoBeHb B CB®Y wmm. M.K. AmmocoBa
co34aH Hay4yHO-0bpa3oBaTenbHbIv LEHTP
(HOLU) «l'eHeTnyeckoe 3nopoBbe Hace-
NEHNsI» Ha OCHOBAHUU TPEXCTOPOHHErO
[oroBopa Ne620-12/08 ot 03.12.2008
«O coBMECTHOW [esiTeNnbHOCTM MO Op-
raHMsaumm Hay4Ho-uccrejoBaTenbCKom
paboTbl Mexay AKyTCKUM rocynapCTBEH-
HbIM YHUBEPCUTETOM, AKYTCKUM Hay4HbIM
ueHTpom CO PAMH u Pecny6bnukaHckomn
6onbHuuer Ne1-HLIM M3 PC(A)» (pucy-
Hok). Oupektop HOLL — a.m.H., npodec-
cop Metpoga IN.I". B 3agaun HOL| Bxogut
ynyydlleHne Ka4eCcTBEHHOro cocTaBa Ha-
YYHbIX U HAy4YHO-Nearorn4yeckux Kagpos,
noBblleHe 3MMEKTUBHOCTMN NOATOTOB-
KM KagpoB BbICLLUEN KBanudukauuvi ansi
Hayku, obpasoBaHusa U Apyrnx otTpacnem
MeAVLUHbBI; pa3BUTUE ob6pa3oBaTenbHOWN,
Hay4yHOM W WMHHOBALMOHHOW [AesATernb-
HOCTU; co3gaHue coBpemeHHoln nabopa-
TOopHOW Gasbl Ans y4ebHoW, Hay4YHO-UC-
CcnegoBaTenbCKOM M NPOU3BOACTBEHHON
[eATenbHOCTY.

TonbKO COBMECTHBIMU YCUITUSIMU MOX-
HO MpeoaoneTb BCe Nperpaabl: HexBaTKy
KBanMdULMPOBaHHbIX KaapoB, He[o-
cTatoyHoe (UHaHcUpoBaHWe, OTAaneH-
HOCTb OT MMPOBOW LUMBUNU3aUUK... 25
neT Mbl BMecTe Bce 3TO npeoporieBanu
W HageewMmcs, 4To 1 B Byayuiem, pabotas
BMecTe, Oyaem nony4vatb MONOXUTENb-
Hble pe3ynbraThbl.




