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NMEPEOOBAA CTATbA

BeeaneHue. BpoxaeHHas OUCHYHK-
uMst Kopbl HagnoyevHukos (BOKH — ca-
MO€e pacnpoCTpaHeHHOe HacneaCcTBeH-
Hoe 3abonesaHue [8-10]. BpoxaeHHas
rmnepnnasvs  HagnodeyHnkos B 90%
cnyvyaeB obycnoeneHa geduuuTOM
depmeHTa 21-rugpokcunasbl [7-9] un ee
yacToTa MMEeeT OnpefereHHy 3aBuUCu-
MOCTb OT 3THUYECKUX (haKTOpPOB.

Heknaccuyeckas copma BpOXAEH-
HON AUCHYHKUUM KOpbl HaAMOYEYHUKOB
3aperncTpupoBaHa B obLier nonynaumum
¢ yactoton 1:1000 [14]. Mo pesynera-
Tam UCCrNefoBaHWIA YacToTa marblX He-
knaccunyeckux copm cocrasuna 0,1%
[18], wacTota B nonynauun Heto-Mopka
coctaBuna 1:100 [10, 12], B nonynsaumm
eBpeeB awkeHasn — 1:27 [20].

Ha pwvc.1 npeacraBneHa cpaBHUTENb-
Has pacnpoCcTpaHeHHOCTb KNaccuyeckom
1 Heknaccuyeckon oopm BOKH. Pacnpo-
CTPaHEHHOCTb HeKnaccm4eckon opmbl
B[KH BblILe pacnpoCcTpaHEHHOCTM Takux
N3BECTHbIX HaCNeACTBEHHbIX 3abonesa-
HWI, KakK: CepnoBMOHOKMNETOYHas aHe-
MUSI, KUCTOMOPO3 U DEHUIKETOHYPUS,
a Takke Bbllle Krnaccmyeckon opmbl
BOKH (ocobeHHO y eBpeeB allukeHasn
M vcnaHues). Hambonee Bbicoka pac-
NPOCTPaHEHHOCTb Knaccuyecknx opm
BOKH y tonnn-sckKMMOCOB - KOPEHHbIX
HapogoB Cesepa Anscku [16].

Y GonbLUMHCTBA NaLMEHTOB C HeKnac-
cuyeckon copmon BOKH B nepuoa ge-
TCTBa M B nyGepTaTHbIN Nepuos OoLuu-
60OYHO [OmarHocTMpoBanucb uamnonaTu-
yeckoe npexaeBpeMeHHoe MOoMoBoe
CO3peBaHne, KUCTbl ANYHMKOB, OMyXOru
AnYeK, onyxornesBble 06pasoBaHusA KOpbl
HaZNOYEYHUKOB, AMYHUKOBAs rMnepaHa-
poreHus.

AKOBJIEBA CgetnaHa flHoBHa — 3aB. KoH-
CynbTaTUBHOM NONMUKNUHUKON [legmnaTtpuyec-
koro ueHTpa PB Nel-HLIM; BYPLIEBA Tatb-
sfiHa EropoBHa — k.M.H., 3aB. na6. AHL, CO
PAMH; TOMCKWUMA Muxaun UHHOKEeHTbEBUY
— A.M.H., npod., aupektop AHL, CO PAMH;
OAHUINOBA TlanuHa MBaHOBHA — K.M.H.,
3aB. dHOOKPMHOMOrnyeckum otaeneHnem [L
PBE Nel-HLIM; YACHbIK BsiuecnaB [pu-
ropbeBuMY — A.M.H., Npod., 3aB. kadeapon
CaHkT-leTepbyprckom rocyfapCcTBeHHOWM
neavaTpuyeckon MeauUMHCKON akademuu;
HUKONAEBA Jliogmuna AnekceeBHa — au-
pektop MU, PB Nel-HLUM; WWAAOPUH Buktop
MaBnoBWY — K.M.H., Ha4anbHWK MHpOPMALM-
OHHO-aHanuTn4yeckoro otaena AOMb.

C.A. Akoenesa, T.E. bypuesa, M.U. Tomckun, W. JaHunosa,
B.lYacHbIk, JI1.A. Hukonaesa, B.l1. lUagpuH

BPOXOEHHAA OUCDYHKLUA KOPbI
HAONOYEYHUKOB Y OETEN AKYTUU

MpunynHbI HeyO0BNEeTBOPUTENLHOWN
[OMarHOCTUKM Heknaccu4eckon ¢opMbl,
accoumvpoBaHHol ¢ gedmumtom 21-OH,
B YaCTHOCTW Yy >KEHLUWH, Ha Hall B3rnsg,
cnegywouwme: He nposoauTca aundde-
peHuManbHas AuarHocTuka SHAOOKPU-
HonaTuii, MpPUBOAALWMX K BGecnnoguio ¢
[ aHHOW NaTonornen, a Takke B TOM, 4YTO-
OHa nonajaet Ha CTbIK KNacCU4eckon 1
rMHEKONOrM4ecKon aHAoKprHonoruu [3].

B coBpemeHHON OTe4yecTBEHHOW nu-
TepaType eCTb efuHWYHble paboTbl O
ponn Heknaccuyeckon dopmbl BOKH
Kak MepBOMpUYMHBbI KOMMIeKca MyIb-
TUSHAOOKPUHHBIX PACCTPOMCTB, XOTA B
3anagHon nutepaType OTMEYEHO, YTO
BpPOXAEHHas AUCHYHKUMSA KOpbl Hagmno-
YEYHMKOB — 3TO KOHTUHYYM SHOOKPUHHO-
meTabonuyecknx HapyLieHui [16]. Mcxo-
05 U3 BbILLEN3NOXEHHOrO, HeQOMNyCTUMO
paccmaTpuBaTh BPOXAEHHYH ONCKHYHK-
LMI0 KOPbl HAAMOYEYHNKOB KaK YaCTHYH
MOHO3HAOKpMHOMaTK, nbo npu nodoi
ee hopme HabntogaeTcs nckaxeHune ba-
naHca Kak MUHUMYM MpPOrecTUHOB, 3CT-
pOreHoB, aHOpOreHoB, T.e. CTEPOUAOB,
aKTMBHO Yy4yacTBYOLUX B perynaumm
BbICLLUMX 3BEHLEB PENPOAYKTUBHOMW CUC-
Tembl. [3, 9-11]

MaumeHTbl € Heknaccudeckon dop-
Mol aeduunta 21-OH nmeroT Ypeamep-
HYH0 Pa3BUTOCTb TeNa U BbICOKMI POCT B
paHHeM JeTcTBe [6], Aanee NpoucxoamT
paHHee anudun3apHoe OKOCTEHEHME, KO-
TOpOE CTaBUT NOf Yrpo3y KOHEYHbIA pOCT
[9, 10, 20]. U sBnsieTca 4OCTATOYHO WH-
TepecHbIM BnUsSiHWE AaHHOW MaTornorum

Ha KOHEeYHbI POCT AeTen, NOCKOMbKy B
nccrnegoBaHHOM MOMynsaumMM caxa Ccyu-
TaeTcsi AOBOMbHO BbICOKOW pacnpocTtpa-
HEHHOCTb HEYTOYHEHHOI HU3KOPOCNOCTH
[1].

PacnpocTpaHeHHOCTb  BpOXAEHHOM
ANCYHKUMN  KOpbl  HaAMOYEYHVKOB B
aetckon nonynsumn Pecnybnukn Caxa
(AkyTna) OO HacTosWwero BpeMeHu He
Obina nsyyeHa.

MaTtepuanb! un metoabl. [loaBepry-
Tbl @HanM3y nNpobbl KPOBK C NCMONBL30Ba-
Huem annenbs-cneundunyHon PCR [17]
C MOMOXMNTENbHbIM KOHTPOMEM Af151 BCex
npo6 B naboparopuu LLKonbl MeguunHbI
MayHT CuHai (Hbto-Mopk, CLLA), B3s-
Tble MPU CKPUHUIOBOM MCCIEAoBaHnn y
aeten o1 3 go 17 nert, NpoXmBalLLnX B
MecTax KOMMNAaKTHOro MNpPOXMBaHWSA KO-
peHHbIXx Hapogos Cesepa.

C 2003 r. B AKYyTCKOM Hay4YHOM LIEHTpe
CO PAMH coBmecTHO ¢ CaHkT-lNeTtep-
Oyprckov negmaTpuyYeckon MeguLMHCKON
akagemuen n knuHukon MayHT-CuHai
(Hbto-Mopk, CLUA) Havanuck uccrneno-
BaHWSA MO BbISIBNEHWIO pacnpoCTpaHeH-
HOCTM Heknaccudeckon dcopmbel BOKH
y [OeTell MarouvuClieHHbIX HapodoB
KpariHero Cesepa. B kauyecTtBe mopgenb-
HbIX NONyNAUM MccnefoBaHbl AeTCKue
nonynsauuy, MpoXxusatrowme B MecTax
KOMMAaKTHOrO  MPOXMBaHUS  KOPEHHbIX
HapogoB Pecnybnuku Caxa (Axkytus). B
rpynny AeTen KOPEeHHbIX HaumnoHanbHoC-
Tel BOLUMNM 3BEHbI, 9BEHKW, YYKUM, tOKa-
rvpbl, gonraxel, HeHupbl. OTaenbHO B3ATa
rpynna geten caxa. 3a nepmog ¢ 2003 no

Puc.1. CpaBHuTENbHast pacnpocTpaHEeHHOCTb KIaccuyeckom 1 Heknaccudeckon coopm BAKH [10]
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Puc. 2. O6cnenoBaHHble HaceneHHble NyHKTbl B Pecnybnuke Caxa (AkyTus)

2007 r. 6bInv NpoBeAeHbl KIMHUYECKOE U
reHeTnyeckoe obcrnenoBaHus 483 geten
B Bo3pacTte oT 3 Ao 17 nert, npoxuBato-
LMX B HaceneHHbix nyHkTax KparnHero
CeBepa Pecnybnukn Caxa (Akytus) u
Amano-HeHeukoro aBTOHOMHOrO OKpyra
(Tabn.1).

Bbino obcneposaHo B Pecnybrnvike
Caxa (Akytus) 315 getent no AByMm ro-
KycaMm: MHTPOH 2 (MapKep Kraccu4yeckomn
dopmbl BOKH) 1 3k30H 7 (Mapkep He-
knaccuyeckon chopmbl BOKH) (tabn.2).

PesynbraTtel M ob6cyxaeHue. Pe-
3ynbTatbl  UCCregoBaHWs  OKasanucb
HeoXuaaHHbIMKN. Bcero 6bino BbiABne-
HO 12 reTepo3uroT no MyTauusim B reHe
CYP21. U3 HuX cnnavcuHr-myTtaumsi no
659AC—G 6bina HamgeHa B 1 xpomo-
come, mytauma rno V281L — B 11 xpomo-
comax. PacnpocTpaHeHHOCTb MyTauum
B NpoBeAeHHOM WcCrnegoBaHUM cpeau
pasnuyHbIX 3THUYECKUX rpynn cocTa-
Buna: mytaumsa 659AC—G (Intron 2 g),
OTBETCTBEHHAas 3a Kraccuyeckyto op-
My BOKH, y aBeHoB - 1:41 (pacnpocTpa-
HeHHoCTb 2,4:100). B obLen nonynaumm
OHa onpegensetca ¢ yactoton 0,2:100.
B gpyrux aTHMYeckux rpynnax LaHHas
MyTauus He BbisBrneHa. MyTtauns V281L,
obycnosnuBatoLLas BO3HWKHOBEHWE
Heknaccuyeckon opmbl BPOXAEHHOM
rmnepnnasvm Hagno4YeyHNKoB: Y YyK4en
— 2:39 (5,1:100), y tokarnpos — 2:40
(5:100), y aBeHoB — 2:48 (4,2:100), y
caxa — 1:49 (2:100), y aBeHkoB — 2:106
(1,9:100). B obuiern getckon nonynsauum
pernoHoB KpanHero CeBepa gaHHast My-
Tauusa onpegerneHa ¢ vyactoron 2,3:100.

Takum 0Opa3om, BbIsIBNEHHAst HAMU Yac-
TOTa MyTauum Mapkepa HeKknaccm4eckom
¢opmbl BOKH conoctaBuma ¢ gaHHbIMA,
nony4eHHbIMU paHee (Y 3CKMMOCOB Honnu
1,7:100, [13]). AN oueHKM Hanuuusa ac-
COLMMPOBAHHBIX FEHETUYECKN OBYCroB-

NeHHbIX 3aboneBaHnii B 2 criyyasix npo-
BOAWUNK onpeaeneHne naHenn MyTaLl,I/IIZ,
XapakTepHblX Ans: cuHgpoma Bloom,
oonesHn Canavan, ©onesnn Gaucher,
6onesnn Niemann Pick, 6onesnn Tay
Sachs, cemeliHOM AM3aBTOHOMMWU, MYKO-

Hcnoan3oBanHbIe METOAbI UCCJICAOBAHUS

KommgectBo

Bun ucciaenosanus .

- HCCICITOBAHWI
DopMannu30BaHHEINA cOOp aHAMHE3a 864
BrLsicHeHHE POIOCTOBHOM ISl YTOYHEHMS QTHUYECKON MPUHAIICKHOCTH 864
DopmMaM30BaHHBIN OCMOTP 864
BssemmBanue 864
®dororpadupoBanue 398
I'eHeTHUeCKHE UCCIEIOBAHNS . 483
Hccnenosanue npaiimepa 3k30H 7 315
(Mccnenosanye npaiiMepa HHTPOH 2 253

Pacnpenenenue o6cae10BaHHBIX 1eTeil M0 ITHUYECKOIH MPHHALIEKHOCTH

Hacenennsiit | IOka- Uyan OBe- | OBeH- | [lon- | Hen- Caxa Cen- | py- Beero
ITYHKT THPBI Hbl | KU _|TaHbl| IbI Kyl | THe
Konpimckoe 7 31 5 43
Uepckuit 4 3 4 - - - - - - 11
[Toxonck - 1 - - - - - - - 1
AHJPIOMIKUHO 25 4 62 - 1 2 35 - 2 131
Kuranck - - - 33 - - 33
Onenex - - - 48 - - - - - 48
Henrpa - - 1 15 - - - - - 16
Hepronrpu 4 - 3 10 - - 1 - - 18
SIKyTCK - - - - 1 - 13 - - 14
Bcero mo PC(SI) | 40 39 75 | 106 2 2 49 - 2 315
Tonxa 39 39
Kpacnocenxan 37 37
Sman 92 92
ITo sTHO 168 168
Bcero 40 39 75 | 106 2 2 49 168 2 483
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Kuununueckue popmbl BAKH B Pecnyosuke Caxa (SIkyTus)
(mo naHHBIM 3HI0KPHHOIOrHYecKoro otaejaenus [T Pb Nel-HI[M)

Conbrepsrommas Bupunbnas Heknaccu-
Iloxazarenn Hroro
dbopma bopma yeckas hopma
TTon M m+f M T ] m+ m+f m+f
TTon HabnroneHneM 0[5 5 4 3 7 0 12
JKupbie 0114 ! 4 3 7 0] 11
Ymepine 01 1 0] 0] 0 0] 1
Tenetnuecku uccinenosano | 0 | 2 2 1 1 2 0] 4

nunuao3sa, aHemum daHkoHu (Bce uccne-
JoBaHust npoeefdeHbl B Jewish Genetic
Disease Center (aupekTop - Dr. Robert
Desnick)).

Bce getu, y KoTopbIXx B pesynsrarte
HalWnxX wmccrnegoBaHui Obinn  BbisiBMe-
Hbl MyTauum B reHe CYP21, He umenu
KMMHUYECKUX MPU3HAKOB  HapyLUEHWUi
MOMOBOro Pa3BUTUS N 3HOOKPUHHBIX 3a-
GonesaHwuii. MokasaTenu ux douanyecko-
ro pasBuTMsa (POCT, BEC, apTepunansHoe
[aBrneHne) B OCHOBHOM COOTBETCTBOBA-
v BO3pacTHbIM HopMaM. Hamu onvcaHa
KNMHWKa OeTen retepo3unrot — eHoTu-
MUYECKNX MPU3HAKOB HEKIAaCCUYECKOW
dopmbl BOKH He BbisiBneHo, B ropmo-
HanbHOM CTaTyce OTMeYeHbl He3Hauyu-
TenbHble OTKIMOHEHWS, OMUCaHHbIE B pa-
6otax Hekpacosoit M.®., New M.I.

Mockonbky aeduumt 21-OH gasnsert-
CA NONMUIHAOKPMHONAaTMEN, CrneayoLwmum
atanom paboTbl NpoBeAEeH aHanmu3 rop-
MOHanbHOro cratyca AeTen, UMEKLNX
MyTauuu. B Hawem nccnegoBaHun y ae-
BOYEK MOBbILLEH TECTOCTEPOH, U Y OAHON
N3 HYX MOBBbILEH KOpTM30r. o MHeHWto
Hekpacoson M.®. [3], kpuTepnem He-
knaccuveckux dopm BOKH y >keHLmH
penpoayKTMBHOTO BO3pacTa CryXun no-
BbILLEHHbIN YPOBEHb XOTS 6bl OQHOIO 13
ctepongoB (170HIM, O3AC, Tectocte-
POH) NMpU HOPMarnbHOM YPOBHE KOPTU30-
na. Y Myx4vH nabopaTtopHbIM KpuUTEpU-
em BKH cnyxuno nosbllleHne B KpOBU
170HTI n nporectepoHa [3]. Mo Hawwmm
AaHHbIM, Y MarbyYvMKoB OTMeYanoch no-
BblLLeHne TecTocTepoHa, PCI. B cBA3m ¢
BbILLEN3NOXEHHbIM, HAMW NpeaiaraeTca
CXema OLeHKN ropMOHarnbHOro npoduns
y Aeten ¢ cuMmnToMamu runepaHgpore-
HAM 1 UMEIOLLMMUCA MyTauusaMK B 9K30-
He 7 N UHTPOHE 2.
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Mockonbky BOKH siBnsieTcs Hacneac-
TBEHHbIM 3aboneBaHWeM, Hamu npo-
BeJEeH aHanu3 poAOCHOBHbIX C LENbio
BbIsiBNEeHns 6onbHbiXx ¢ BOKH B cembsax
naumMeHToB ¢ MyTauusamu. B pesynerate
aHanu3a B 3TUX CembsaxX ApYyrnx 60MnbHbIX
¢ BOKH He o6Hapy»keHO 1 NpU3HAKoB M-
nepaHgporeHnn He BbiSBNEHO. Bo3amox-
HO, 3TO CBSI3aHO C TeM, YTO HaMmu ornpe-
OeneHbl OeTU-reTepo3nroTbl, rOMO3UroT
He obHapyXeHo.

Mpn  KoppensuMoHHOM  aHanuse
HaMu BbISIBIIEHO, YTO pacrnpoCTpaHeH-
HOCTb MyTauMu [OOCTOBEPHO Koppenu-
PYET C YNCNEHHOCTbIO STHUYECKUX rpynn
(r=-0,74). Tak, y tokarvpoB npu YnCreH-
HOCTM 476 4en. pacnpoCcTpaHEHHOCTb
MyTauum coctasuna 0,057, y dykyer npu
yncneHHoctn 428 yen. — 0,06, y aBeHOB
— 0,048 (umcrneHHocTb — 1793 wyen.).
Takum ob6pasom, pesynbraTbl MNOMyns-
LMOHHBIX UCCReaoBaHUii, NpoBeaeHHbIX
HamMu, NOATBEPXOAIOT, YTO YEM MEHbLLE
YNCMNEHHOCTb 3THWUYECKOW rpynnbl, TeM
BbILLE PACNPOCTPaHEHHOCTb MyTaLK.

Yactota BOKH pasnuyHa B pasHbiX
nonynauusax, HO krnaccudeckas copma
BCTpeyaeTcs ¢ yactoTton 1:13000 [8, 9,
11]. PacnpocTpaHeHHOCTb AeduumTta
21-rmppokcunassl B MUMpe, N0 AaHHbIM
HeoHaTanbHOro CKPWHWHra, cocTaBuna
B obuien nonynsuumn — 1:14 199. Camas
BbICOKasi pPacrnpoOCTPaHEHHOCTb Y 9CKM-
mocos tonnu (Ansicka) — 1:280 [4], camas
Hu3kas — B Kutae - 1:28 000 [5].

Mo Hawwum [aHHbIM, cpefHss pac-
NPOCTPaHEHHOCTb Knaccu4eckon dop-
mbl BOKH B Pecnybnuke Caxa (AkyTtusi)
0,8 Ha 100 000 HacerneHus — NpUMepHoO
1: 125 000 HaceneHus, 4TO CPaBHUMO C
pacnpocTtpaHeHHocTbio BOKH B MockoB-
ckon nonynsuum — 1:100 000 [2]. Ha ko-

Hew 2007 r. B PC (A) ¢ gnarHozom BOKH
HaxoasiTcsa nog HabntogeHvem 10 cemeln.
Mo AaHHbIM 3HOOKPUHONOrMYECKOro OT-
aenenunsa MY PBNel-HLUM, yepes otge-
neHve npolwno 12 geten 1 NogpoCTKOB,
13 HUX 5 (41,7%) - c conbaedUUNTHBLIM
BapuaHToM (B TOM yucrie 1 ymep OT Kpu-
3a HaAMNOYEYHMKOBOM HEOO0CTaTOYHOCTU
B 2006r.), 7 peten (58,3%) — ¢ BUpunb-
How chopmoit BAKH. 66,7% neren — xxeH-
ckoro nona, 33,3% - MyXCKoro (COOTHO-
LLeHMe AeBOYEK 1 ManbYMKOB COCTaBMUITO
1:0,5). B HacTosiwee BpeMst 3 naumeHTa
OOCTUIMKN coBepLleHHoneTus (Tabn.3).
3akntoyeHue. OgHUM 13 BbIBOOOB Ha-
LUMX UCCNEAOBaHWI ABNSAETCA TOT oaKT,
4YTO MyTauusa B UHTPOHe 2, obycnosnu-
BalLLasa Krnaccuyeckyro opmy BpOX-
OEHHON runepnnasun Haano4ye4yHUKoB,
pacnpocTpaHeHa 3HauuTenbHO yalle,
YyeM BbISIBMSIETCS MNPV HeoHaTanbHOM
ckpuHuHre. Tak, Pecnybnuka Caxa (Aky-
TWS) BoOLUNA B MNepedYeHb PErnoHoB, rae
c 2005r. Hayancsa HeoHaTanbHbIA CKPU-
HUHr Ha BOKH 1 Ha momeHT 31 gekabps
2007r. Bcero obcneposaHo 14931 pgeten
(oxBat - 98,5%). 3a aTn rogbl NO Ckpu-
HWHIY 3aperncTpupoBaH Bcero 1 cny4yan
knaccuyeckon chopmbl BOKH.

Takke npoBedeHHble HaMu uccne-
OOBaHNsi MOATBEPXKAAKT  OOCTaTOYHO
LLMPOKYIO pPacnpoCTpPaHEeHHOCTb YacTo-
Tbl Hekrnaccuveckon copMbl geduumrta
21-ruapokcunasbl y AeTen KOpeHHbIX Ha-
pogHocTen KpainHero CeBepa, B Lienom
COMOCTaBMMYIO C TAKOBOMW Y 3CKMMOCOB
onnu, npoxueawwmx Ha Hro-3ana-
ae Anscku, roe pacnpoCTpaHEeHHOCTb
MyTauun AOng rereposurotr cocTaBuna
1:60 [13].

Ctonb  WMpoKas  pacnpoCTpaHeH-
HOCTb MyTauuu B nonynsauumsix Tpebyet
NPUVHATUSE HEOTNOXHBLIX Mep, B YaCTHOC-
TV pas3paboTku KOMMMekca coumnanbHo-
MEeOULMHCKMX MEPOMNPUATUIA B YacTu MO-
HUTOPUHra COCTOSIHUSA 340POBbS AETEMN,
aKTUBHOMO BbISIBNEHUS OeTel C knac-
CMYECKOW W Heknaccumyeckon dopma-
MM NaToNorMn M NNaHMPOBaAHUS CEMbMU.
[anbHenwne uvccneaoBaHUst OOMKHbI
ObITb HanpaeneHbl, B NepBy odyepenpb,
Ha onpeferneHve YpPOBHS CMOHTaHHbIX
MyTaLu1n N ceMeliHy0 0b6yCrOBNEHHOCTb
naTonorum.




