HUSMU U YCTaAHOBMEHUS COTPyOHMYEC-
TBa. Bepywme cotpyaHukn BuoueHTpa
MMEIOT BO3MOXHOCTb Bble3)aTb Ha ANn-
TeNnbHblE CTAXMPOBKWU (B TeYeHWe roga)
B Hayu4Hble ueHTpbl EBponel n CLUA gns
obMeHa onbITOM 1 NPOBEAEHUS COBMEC-
THbIX WCCMNELOBaHUMN C COXpaHEeHWeM
paboyero mecta. C uenbio npenoTepa-
LLIEHMS «YTEYKM MO3rOB» AENCTBYET CUC-
TemMa rpaHToB AJ1s NoAAEePXKKN KEHLLUWNH B
HayKe, a TaKkke penaTtpuaHToB.
My6nukaunn ydeHbix rpynnbl 9BOSO-
LIMOHHOWN TEHETUKN UMEIOT BbICOYaNLLNA
PEVTUHI, OOCTAaTOYHO OTMETUTb, YTO B
2008 r. HekoTOpble U3 HUX, KacawLme-
csl PUNOreHnn [OpPeBHUX adppUKaHCKMX
tunoB MTOHK, reHeTuyeckon wuctopum
PYCCKMX W eBpeeB-allKeHasun, onyonu-

koBaHHble B American Journal of Human
Genetics (nmnakT-haktop 12,65), B Te-
yeHue Bcero 2008 roga Haxogunuchb Ha
nepBbIX MecTax Nno KonMyecTBy Moanuc-
UYMKOB.

3a nepwuopg paboTbl B ACcTOHCKOM Buo-
LUEHTpPe Hamu Mony4eHbl HOBble JAHHbIE
O reHeTNYECKOW CTPYKTYPE N reHeTn4ec-
KMX B3aMMOCBA3SX MOMymnsiLMin HapodoB
AKYyTUM — tOKarMpoB, 3BEHKOB, 3BEHOB,
AKyToB (caxa) u gomnraH. M3yyeHbl 3Bo-
TNIOLUMOHHbIE MPOLECCHl Ha NpMMepe Oc-
HoBHbIX TunoB MTAHK 1 Y-xpomocomsl,
pacnpoCTpaHeHHbIX B AKyTUW, TeHeTu-
Yeckue PEKOHCTPYKLUMM COMOCTaBMEHbI
C WUCTOPMYECKMMM AaHHbIMA O MpOoUC-
XOXOEHUN KOPEHHbIX HapogoB AKyTuw.
Mony4yeHHble faHHbIE CYLLECTBEHHO [0-
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MOMHSIIOT U PacLUMPSOT NpeacTaBneHus
O NyTSX MUrpaumin Nonynsaummn Yyenoseka
n obwen kapTuHe 3aceneHusi CeBepo-
BocTtoyHon EBpasun. B pesynbrate cos-
MECTHbIX WCCIEAOBaHUIA BbILLIO OKOJIO
20 ny6nukaumin.

Cnepnyet oTMeTUTb, YTO paboTa B 3a-
pyb6exXHbIX LLleHTpax, 06MeH onbIToM, 00y-
YeHWe HOBbIM COBPEMEHHBLIM METoAaM U
nogxodam SIBASIKOTCS HEOOXOAMMOCTbLIO
ONS Hay4HbIX PabOTHUKOB, XenarwLumx
COBEPLUEHCTBOBATL CBOM 3HAHUA U yMme-
Husa. B uenom nogo6HbIV OnbIT NOBbILA-
€T Ka4yeCTBO Hay4HbIX paboT, nossonseT
ObICTPO BHEAPUTL B CBOEM YUYPEXAEHMM
noaxodbl, NMPUHATbIE B MUPOBOW Hayke,
N CnocoBCTBYET MOBLILEHNIO PENTUHra
YyUpEXOEHMS.

SMMOEMMONOrNA HACNEOCTBEHHbLIX BONE3HEW U BPOXAEHHbLIX MOPOKOB PA3BUTKA

YK 616.-055.5/7(571.56)

H.P. MakcumoBa, A.J1. CyxomsicoBa, A.H. HoroBuupiHa, B.I1. MNy3bipeB
STHOCMNELUNPUYECKAA HACINEOCTBEHHASA MNMATOINOMA
B PECIYBJIUKE CAXA (AKYTUA)

[MpoBeaeHo reHeTUKo-3aNMaeMmnonornyeckoe nccnefoBaHne pacnpoCTPaHEHHOCTU HacneACTBEHHOW NaToNornm no AaHHbIM PeCI'IyGJ'IVIKaHCKOI'O

reHeTU4eCcKOro perucTpa HacneacTBeHHON 1 BpoxaeHHon natonormn PC(A). BelgeneHsl BOCeMb HacneACTBEHHbIX 3THOCMeumdunyeckux 3abone-
BaHWI, KOTOPbLIM MPUCBOEHO Ha3BaHWe «SKYyTCKWE HacneacTBeHHble 6onesHn»: cnnHouepebennspHas atakeus 1-ro Tuna, MMOTOHUYeCKast ANCTPO-
dusa, HacneaCTBEHHas dH3MONeHnYeckas meTremornobrHemus | Tvna, okynodapuHreansHas muogucTpodus, atakeus dpuaperixa, CnMHanbHO-
6ynbbapHas amuotpodust KeHHeau, 3-M cungpom, SCOP cuHOpoM, KOTopble BCTPEYatTCs C BbICOKOW YacTOTOW CPeam SIKyTCKOro HacemneHust 1

NS KOTOPbIX BbISIBIIEHA crieuudunyeckas MonekynspHo-reHeTu4eckas npudmHa.
KnoueBble cnoBa: cnuHouepeGennsipHas atakcusi, MMOTOHMYEeCKasi AMCTPOUSA, HacNeACTBEHHAs SH3NOMEHNYeckass METFEMOrIOoNHeMuS,
okyrnodapuHreansHas muoguctpocpusi, SCOP cuHapoMm.

The genetic-epidemiological analysis of hereditary diseases in Republic Sakha (Yakutia) on the basis of the Republican genetic register is carried
out. 8 hereditary ethnospecific diseases named “Yakut hereditary diseases” are revealed: spinocerebellar ataxia of the 1 type, myotonic dystrophy,
hereditary enzymopenic methemoglobinemia | type, oculopharyngeal myodistrophy, Friedreich ataxia, Kennedy’s spinal-bulbar amyotrophia, 3-M
syndrome, SCOP-syndrome, which are met with high frequency among the Yakut population and have ethnospecific molecular-genetic cause.

Keywords: hereditary pathology, spinocerebellar ataxia of the 1 type, myotonic dystrophy, hereditary enzymopenic methemoglobinemia of the
| type, oculopharyngeal myodistrophy, SCOP-syndrome.

BBepneHue

B pasButum knuHu4eckon u nomy-
TNALUWMOHHOM TEHETUKU BakHOW 3agadven
ABMNSIETCS M3yYeHUe pacrnpocTpaHeHns
HacneacTBeHHbIX 3aboneBaHuii B pas-
JNINYHBIX  MONYNAUUSX, YCTaHOBMEHMUE
MOINEKYNSPHO-TEHETUYECKUX MPUYUH  UX
BO3HUKHOBEHUS N pasBUTUS, a Takke

MAKCMUMOBA Hapexpa PomaHoBHa
— K.M.H., Bpay-reHeTuK nepBon KaTeropuu, na-
ypeat locnpemun PC(A) B obnactn Hayku n
TeXHUKN, mM.H.c. AHLL KMIM CO PAMH, e-mail:
nogan@yandex.ru; CYXOMSACOBA Amnac-
Tacua JlykMyHa — K.M.H., OTMWYHWK 3Apa-
BooxpaHeHuss P®, 3as. MIK PBNe1-HLM,
Bpay-reHeTuK nepeovi Kateropuu, 3aB. nab.
AHL, KM CO PAMH; HOTOBULIbIHA AnHa
HukonaeBHa — K.M.H., Bpa4-reHeTUK BbICLLEW
kateropum PBNe1-HLIM, otnunyHmk 3gpaBoox-
paHenns PC(A), naypeat locnpemun PC(A)
B obnacTtu Hayku n TexHukn PC(A), 3aB. nab.
AHL, KM CO PAMH; NMY3bIPEB Banepwui
MaBnoBu4y — akagemuk PAMH, 3acnyXeHHbIi
neatenb Haykn PO, aupektop HAW megnumk-
ckon reHetmkn CO PAMH (Tomck).

NPUYMH UX HAKOMMEHUS B KOHKPETHbIX
nonynsumnsax n atHocax [3].

OpHUM 13 nNepcrnekTUBHbIX U addhek-
TMBHBIX CMOCOOOB BbISABNEHWS HAcreac-
TBEHHOW naTtornoruu siBnsietcs pabora B
paMkax aBTOMaTU3MPOBAHHOTO TFeHeTU-
YecKoro perucrtpa HacneacTBEHHOW W
BPOXJEHHOW NaTonorMm, Kotopasi no3Bo-
NAeT NPOBOAUTbL PErncTpaLmio U cucte-
mMaTtudeckoe AnuTenbHoe HabnogeHue
6GOMbHOTO M CEMbWU C HaCNEACTBEHHbIM
3aboneBaHvem B TeyeHue pspga NneT u
B COMHUTENbHbBIX CryyYasx BbICTaBMATb
OKOHYaTenNbHbIA AMarHo3 HacrneacTBeH-
Horo 3aboneBaHWs TONMbKO Yepes3 ornpe-
[OENeHHbI NPOMEXYTOK BPEMEHM nocre
ONUTENbHOTO HabntofeHWs 3a cemMben n
GonbHbIM [8]. PerncTpebl, yunTbiBaoLme
BCIO HacreaCTBEHHYI0 NaTonoruto, nos-
BONAT BbIAENUTb YacTble POpPMbl Ha-
CNeACTBEeHHbIX 3aboneBaHuin — 00bEKThI
NpuCcTanbHOrO BHUMaHUS MpU MraHupo-
BaHUM NpPOMUNaKTUYECKMX Meponpus-
Tun. Takke pabota mMeauKo-reHeTnyec-

Kom cnyxbbl B paMKax reHeTn4eckux
perncTpoB MomoraeT BbIABMNSATL U pabo-
TaTb C POACTBEHHUKaMM BOMbHbIX, HAX0-
Odwmxes B rpynne pucka [12].

Llenblo wnccnepoBaHus sABUNCA re-
HETMKO-3NNAEMUNONOTNYECKUN  aHanm3
pacnpoCcTpaHEeHHOCTN U CTPYKTYypbl Ha-
CrMeACTBEHHON naTonorMM Mo AaHHbIM
PecnybnnkaHcKkoro reHeTu4ecKkoro peruc-
Tpa HacneaCTBEHHOW U BPOXOEHHOW na-
Tonorun B Pecnybnuke Caxa (AxkyTns).

MaTepuanbi u MeToAbl

[eHeTnKo-anMaemMmnonornyeckoe un3y-
YeHVMe CneKkTpa W 4acToTbl Hacnec-
TBeHHON natonorun B Pecnybnvke Caxa
(AxyTns) npoBegeHO Ha OCHOBaHUW CO-
30aHHOro Ha 6ase MeanKo-reHeTUYeCcKomn
KoHcynetaumm Pecnybnvkn Caxa (Aky-
™1s1) PecnybrnmKaHCKoOro reHeTu4eckoro
peructpa HacnegcTBEHHOW UM BPOXOEH-
HoWm maTtomnoruu, rge cobpaHa U Hakon-
neHa vHdopmaumsa no HacneacTBEHHOM
n BpoxaeHHon natonorun ¢ 2000 r. Pe-
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TMCTp cosdaH Ha Gase aKcneauLMOH-
HbIX [OaHHbIX W [aHHbIX €XeOHEBHOro
npuema 60rMbHbIX C HacnegcTBEHHOW U
BPOXXOEHHOW MaTonorven v BKMYaeT B
cebs 2 brioka: MOHUTOPUHT BPOXOEHHbIX
MOPOKOB pasBuTUA u PecnybnmkaHckui
reHeTUYECKUN pPerncTp HacneacTBeHHOMN
N BpoXAeHHon nartonorun. KomnbtoTep-
Has OCHOBa perucrpa - KOMMbloTepHas
nporpamma «Peructp HacnegcTBeHHOM
N BPOXAEHHOW MaTonorMm», 3apernc-
TPVYpOBaHHasi B LEHTpanbHOM apxuBe
Poccuiickoro areHTCTBa No nateHTam 3a
Ne990720 ot 29.09.99 roga (aBTopbl: Ku-
Tannuk .M., 3abapoea J1.B., Hdertapes
rto.).

PesynbraTthl U o6cyxaeHune

Mo paHHbIM PecnybnukaHckoro reHe-
TUYECKOTro pernctpa HacneacTBEHHON
N BPOXAEHHOW natonorun Pecnybnvkm
Caxa (Akytus) 3apeructpupoBaHo 60-
nee 2800 cemen c HacneacTBEHHOW U
BPOXAEHHOW MaTornornen, BeCb MaccuB
AunarHo3os Bkritodaet okono 130 Hosono-
rmn. B HacTosiee nccrnegoBaHue Obinv
BKIIOYEHbI TOMbKO Hacnegyemble dop-
Mbl, y4yTeHHble B PecnybrnvkaHckom re-
HETUYECKOM perucTpe HacrnegcTBEHHOW
N BPOXAEHHOW natonorun Pecnybnuvkm
Caxa (Akytua) (tabn.1). Becb cnektp
HacneaCcTBEHHOW MaTonornv BKIOYaeT
105 Hoszonorui. [uarHo3 HacneacTBeH-
Horo 3aboneBaHusl 6bin BeicTaeneH 1249
bonbHbIM 13 860 cemen, U3 HUx - 975
6onbHbIX U3 649 cemen AKYTCKOM Hauu-
OHarnbHOCTHU.

Bo Bcex cny4vasx BbIABNEHHON MaTo-
NOrUM Ha OCHOBaHWUW KIMHWUKO-TeHeano-
rmyeckoro obcrnefoBaHus C MpUMeEHe-
HMEM [OMOMNHUTENbHbIX NabopaTopHbIX
METOLOB OMArHOCTUKM M MpUBIIEYEHNEM
Y3KMX CMeumanuctoB Obinl BbICTaBrneH
OMarHo3 1 peLleH BOnpoc O TUMe Hacrne-
[oBaHug 3abonesaHus.

Bcero B pernctpe ¢ HacneacTBEHHbIM
3aboneBaHveM C ayTOCOMHO-AOMWHAHT-
HblM (A[l) TMNOM HacnefoBaHWSA COCTOAT
Ha gucnaHcepHoM ydyete 784 GonbHbIX
n3 457 cemen, us kotopbix 620 60nbHbIX
n3 334 akytckux cemen (tabn. 1). Cpe-
aon bonesHen ¢ ALl TMnom Hacnegoea-
HUS yCTaHOBNEHO 47 MeHAEenupyoLmx
3aboneBaHuii. Hanbonee vacTto BCTpe-
yanucb cnuHouepebennapHaa arakcusi
1-ro Tuna (CLA 1), MmnoToHmnyeckas anc-
Tpocous (ML), HeBpanbHas amnoTpodums
LLlapko-Mapu-Tyc,  Helipocubpomaros
PeknuHrayseHa, okynodapuHreansHasi
muoauctpodusa (OPM[), cuHgpom Map-
daHa, cMHOPOM MHOXECTBEHHbIX 3K30C-
TO30B. V13 nepeuncrneHHbIx 3abonesaHuni
BCe, KpoMe HelpodmbpomaTtosa PeknmH-
rayseHa v cuHgpoma MapdaHa, BCcTpe-
YalTCs B OCHOBHOM B SKYTCKUX CEMbSIX.

Crnucox HacJeICTBEHHBIX 32001eBaHNii 10 JTaHHBIM Pecny0InKaHCKOr0 reHeTH4eCKOro
peructpa HacjeAcTBeHHON U BpoxaenHoi narojgornu Pecnydaukn Caxa(SAxyrus)

Bceero SIKyTBI
Ne Jlnarnos OMIM BlClB]C
1 2 3 45167
AyTOCOMHO-IOMHMHAHTHBIE 3a00J1€BaHMsI
1 |AapcKoro CHHAPOM 100050 5 4 3 2
2 |AbIIopTa CHHAPOM 104200, 153650 | 4 | 4 4 4
3 |AkpouedanoCUHIAKTUINN CUHIPOM 101200, 101400 5 5 0 0
4 |AXOHJIPOILIA3HS 100800 6 1410 0
5 |Ban nep Byma cunapom 119300 2 1 0 0
6 [BuieOpanga 601e3Hb 193400 8 |46 2
7 EmnbﬂMca-BypeHa CHUHAPOM 194050 2 2 0 0
8 |BpokjeHHAas KarapakTa 116700 9 4 9 4
9 |[[MIOXOHAPOILIA3HS 146000 13| 7 [10] 6
10 [Fonpaenxapa CHHAPOM 164210 5 5 5 5
11 Jlapbe-VYiiTa 5KT0/IepMasIbHAs JIMCILIA3US 124200 313 1
12 TerraropyOpo-nauiiaononcoBa arpodust 125370 2 1 2 |
13 [MXTHO3 ByJIbIapHbINH 146750 25117 | 25| 17
14 PKunsbepa cMHIPOM 143500 12 |11 | 4 3
15 |[Kopuenuu ne Jlanre cuHapoM 122470 2 2 2 2
16 [Mapdana cunapom 154700 46 135118 | 16
17 Mapuiaina CHHAPOM 154780 1 1 1 1
18 [Meraduszapusiii gu30cTo3 tum LMuara 156500 2 112 1
19 %Hom}mqecxaﬂ ,EE]/ICTPOCI)PI?I Pocconumo- 160900 1141 51 | 111 249
ypuimanHa-IlIteiinepra-barrena
20 [Muoronus BpoxaeHHast TomceHa 160800 16| 7 |13 | 5
21 IMHOXECTBEHHBIX 9K30CTO30B CUHIPOM 133700 45 123 136 | 17
22 IMHOXeCTBEHHAs SN (U3apHas AUCIIIa3HsI 132400 8 |5 |7 4
23 Eacnencmeﬁﬁaﬂ MOTOCEHCOpHasi HeHpomaTus 180800 21210 0
yccu-JleBu
24 Hespanbnaas amuorpodus [lapko-Mapu-Tyra 118200 37122 |33 17
25 [HelipoceHcopHas TYroyXocThb 162400 12 [ 6 4 2
26 [HecoBepleHHBIM 0CTEOreHes 166200 27 121 | 24 | 20
27 [HyHeH cuHIpom 163950 5 5 2 2
28 |OxynodapunreanbHas JUCTPOhUs 164300 50 | 45 | 48 | 43
29 [[epuoanyecKuii nmapaanuy 170400 2 2 0 0
30 [[Tosrana CUHAPOM 173800 4 | 4 3 3
31 [[ToJMKUCTO3 ITOYEK, B3POCIBIM THII 173900 21111 (14| 6
32 |PajuoyibHapHbIIM CHHOCTO3 179300 2 1 0 0
33 |Paccena-CunbBepa CHHIPOM 180860 2 2 0 0
34 |PexsinHrayseHna HeiipodubpomMaros 162200 78 | 59 | 56 | 44
35 [Coroca cunjpoM 117550 5153 3
36 |[CnunonepebesipHas arakcus 1 Tuna 164400 1471 33 [147| 33
37 |Cnonammosnubu3apHas IUCIUIa3Hs BPOKICHHAS 183900 21210 0
Cchepountos HacnencTeeHHsli (bone3ns
38 IMunkosckoro-Illoddapa) 182900 1310 4 3
39 l(")eMoppamquKaﬂ TeJleaHrMIKTa3us PeH Iro- 187300 11111 1
ciiepa-Bebepa
40 [Tybepo3Hblil CKIEPO3 191100 5|55 5
41 d)pqueVCKeTm-Tpnqepa-KonJmﬂza YEJOCTHO- 154500 63| 2 1
ITHIIEBOM JIH30CTO3
42 [®pumena-Illeagona CHHAPOM 193700 1 1 0 0
43 [Xoara-Opama cuHAPOM 142900 4 | 4 2 2
44 [Xopes [ eHTHHITOHA 143100 1 10 0
45 [YepenHOo-KIOYUYHBIA JA30CTO3 119600 3 1 3 1
46 [[IItypre-Bebepa cuHapom 185300 51413 2
47 DPnepca-Jlannoca CHHAPOM 130000 14 [ 10| 7 6
IBcero 784 14571620 | 334
AyTOCOMHO - peLieCCHBHBIE 3a00JI€BaHUS
1 |AApEHOreHUTAIBHBIN CHHAPOM 201910,202010 |12 [11 ]| 5 4
2 |ANEOMHM3M I11a30-KOXKHBIN 203300 31310 0
3 |Arakcus @puaperixa 229300 9 9 8 8
4 |Atpodust SATOINYHBIX MBIIIL] 231970 3 3 3 3
5 gynnemmﬁ SIMIEPMOIN3 KUCTEH U CTOII 226600 8 6 3 2
6 |BpoxkjieHHas KaTapakTa 212500 24 112 |20 ] 10
7 [Tonaj jucrenesus, XX v 233300 4 4 2 2
8 |Inactpoduueckas AUCILIA3US 222600 1 1 1 1
9 VInaduzapuas aucriasus tun Kamyparu- 131300 11111 1
DHreJIbMEHHA
10 [MXTHO03 ByabrapHbIi 242300 6 | 3|4 2
11 [Kaprerenepa-3uBepTa CUHJIPOM 244400 4 | 4 0 0
12 |[Konosanosa -Buibcona 001e3Hb 277900 3 110 0
13 Ulelikoguctpodus 250100 1 1 1 1
14 MeTreMormoOMHEMUS SH3UMOIIEHUYECKAsT 250800 34 132|134 | 32
15 IMuKpoTHS ¢ aTpe3uei HApY’KHOTO CITYXOBOTO 251800 313]|3 3
IPOX0/1a U MIPOBOJSAIIEN [IYXOTOM
16 [Muxkpouedanus 251200 514 |2 1




Oxkonuanue maon. 1

1 2 3 4 1516 7
17 Muonarus Dpba - Pora 253600 1 1 1 1
18 IMELAS cunjipom 540000 2121010
19 MykoBucumm03 219700 5 5 0 0
20 [Myxkononucaxapuaos 1V, tum A 253000 1 110 0

IHaum3Mm ¢ cybaTpodueii 3puTebHbIX HEPBOB,
21 [kon004KoBOI ANCHYHKIMEH U HETbrepOBCKOM 43 | 40 | 43 | 40
anoMasueii selikouutos (SCOP cunapom)
22 [HeppanpHas amuorpodus Ilapko — Mapu-Tyra 214400 49 | 47 | 49 | 47
23 [HecunapoMaibHasi TYTOYXOCTh 220700 10 | 8 5 5
24 |HecoBepleHHBIN 0CTEOreHEes 259400 5 5 4 4
25 |00paTHOro pacHoIOKEHHsI OPraHOB CHHIPOM 270100 4 | 4 | 4 4
26 |Ocreomnerpos 259700 1 1 1 1
27 Efpannerm criactThyeckast ceMeitHas (6one3Hb 270800 71516l 4
TPIOMIIEIS)
28 [Pedcyma cunpom 266500 1 1
29 [Pormysia -TOMCOHA CHHAPOM 268400 0 0
30 |CnunanbsHas amuorpodus Bepauura - Topdmana 253300 2 2 1 1
31 [CoonaunosnuduszapHas JUCIUIA3Hs MO3/IHss 271600 2 2 2 2
32 | PeHUIKETOHYPHS 261600 8 8 0 0
33 Dinca-Ban KpeBenbaa XOHAPOIKTO[epMalIbHAasI 225500 1111 1
UCILIa3Ks
34 SIKyTCKHI CHHAPOM HU3KOPOCIOCTH WK 3-M 273750 55 | 46 | 55 | 46
cuHIpOM
IBcero 3191278260 ]| 227
X - CLEIUICHHBIE PELECCUBHBIE 3a00JIEBaHUS

1 |AHruaporuyeckasi SKTOAepMaJIbHAs AUCIIIA3Hs 305100 1 1 0 0

2 |bepnecona-Popcmana-JlemMana CHHAPOM 301900 1110710

3 [lemoduaus A 306700 25 1513 | 12
4 [lemoduaus b 306900 7 7 7 7
5 [lonaj gucrenesus, XY Tun 306100 3 3 2 2
6 |MXTHO3 ByJabrapHbIil 308100 38136 |38 36
7 |MXTHO3a ¥ IIEPBUYHOIO T'MIIOTOHAIM3MA CHHJIPOM 308200 1 1 1 1
8 1];[p0rpeccnpy}omax MBIIIEYHAst AUCTPOMUSL, THII 310200 111100

eKKepa

9 Hg;lr}eazcl:;npy}omaﬂ MBIIIEYHAsT AUCTPOMUSI, THII 310200 oal18] 12| 11
10 |CuunansHo-0OyasbapHas amuorpodust Kenneau 313200 6 4 6 4
11 [TectuxynsapHoil (heMUHU3ALUN CUHIPOM 300068 3 2 2 1
12 [Dmepu-/peiidyca cuHAPOM 310300 21210 0

IBcero 112191 |81 [ 74
X - CIIEIUICHHbIE JIOMUHAHTHbIE

1 [Cunodocharemus (Pocharanadber) 307800 4 4 4 4

2 |Perra cuHApOM 312750 1 1 1 1
Bcero 51515 5
HacnencTBeHHbIE CMHAPOMBI C HEU3BECTHBIM TUIIOM HACJIEA0BAHUS

1 [Femuruneprpodus 235000 818 4] 4
2 |Kazabaxa - MeppuTTa CHHIPOM 141000 1 1 0 0
3 |[Knunnens — TpeHone - Bebepa cunjipoM 149000 6 6 0 0
4 [Max Krona-Ouibpaiita cMHAPOM 174800 1 1 1 1
5 |HelipoKO>KHBIN MEJIaHO3 249400 3 3 2 2
6 [[Iporepus 176670 1 110 0
7 [[Iporeyca CUHAPOM 176920 2 2 1 1
3 PoxnTanckoro - Kroctepa-Xaymepa cuaipom 277000 11111 1

(BiIarajuina ansasus)

9 |[CamsoBoro »xmuBoTa (prune belly) cungpom 100100 2 210 0

10 |[®ubpo3Has AUCILIA3KS MOJIMOCTOTHYECKAS 174800 4 1410 0
IBcero 29129 9 9
BCET'O 1249860 | 975 | 649

[Ipumeuyanne. OMIM - HOMep MeHaenupyroiero 3abosneBanus mo karaigory MakKerocuka; b-

O6osbHbIe, C- CEMBH.

BornbHbIX €O cnMHoLepebennsipHon
atakcven 1-ro Tuna B peructpe ydte-
Ho Oonee 210, a B Tabn. 1 npuBeaeH.bl
AaHHble 0 147 GonbHbIX N3 33 AKYTCKUX
cemel U3 HECKOMbKMX MOKONEHWUN, NIMYHO
KOHCYNBTMPOBAHHbLIX  BpadYaMu-reHeTu-
Kamu ¢ noaTBepXOEeHHbIM B MeOuKo-re-
HeTn4eckon KoHcynbtauun PBNe1-HLIM
MOIEKYNSPHO-TEHETUYECKM OUarHO30M
CLA1.

BTopbIM YacTbIM HAaCNeACTBEHHbIM 3a-
6onesaHnem ¢ Al TMNoM HacrnegoBaHus
ABMNSETCS  MWUOTOHMYECKast AUCTPOUS.

B peructpe umeetrca uHgopmauus o
151 60MbHOM C MUOTOHUYECKOW AUCTPO-
duen, a B Tabn.1 npuBedeHbl AaHHbIE O
114 xoHcynbTMpoBaHHbiX B MK PBNe1-
HLM 6orbHbIX 13 51 ceMbk ¢ noaTBEPXK-
OEHHbIM  MOMEKYNAPHO-TEHETUYECKMMU
MeTogaMu AMarHo3oMm, u3 kKotopbix 111
60nMbHbIX N3 49 AKYTCKUX CEME.

TpeTbe MecTo no 4actote cpeaum 6o-
nesHen ¢ A[] TMnom HacrnegoBaHWs 3aHK-
MaeT HenpodunbpomaTos PeknmHrayseHa
(78 GonbHbIX M3 59 cemelr, U3 HUx 56
6onbHbIX N3 44 akytckux cemen). Cne-
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JylowuMy no yactote 3aboneBaHUsiMu
ABMSAOTCA OKyrnodapuHreanoHasi Muo-
anctpodusa (50 6onbHbIX 13 45 cemen,
48 OomnbHbIX M3 43 AKYTCKMX CceMeW),
cuHgpom MapdaHa (46 6onbHbix M3 35
cemen, 13 kotopbix 18 6omnbHbIX M3 16
SAKYTCKMX CeMeW) N CMHOPOM MHOXeCT-
BEHHbIX 3K30CTO30B (45 60mnbHbLIX U3 23
cemei, u3 HUx 36 BonbHbIX U3 17 AKyTC-
KX cemen).

B MIK obpatunoce 319 6onbHbIX 13
278 cewmen, kotopbiM B xoge obcneno-
BaHns B MIK PBNe1-HLIM BbicTaBneH
OMarHo3 HacneacTBeHHOro 3aboneBaHns
C ayTOCOMHO-peLeccuBHbIM (AP) Tunom
HacnegoBaHua. 260 60nbHbIX ObiNK U3
227 AKyTCKUX cemen. AyTOCOMHO-peLiec-
CVBHble 3aboneBaHWsi MpeacTaBneHb
34 Hosonormyeckumun opmamu naTo-
norun. Yawe opyrvx BCTpevarTcs sKyT-
CKui cuHapoM Huskopocroctn (ACH),
HacnencTBeHHast 3H3UMOMEeHnYecKas
meTremornobuHemusa (HOM), HaHusm ¢
cybatpocureli 3puTenbHbIX HEPBOB, KOI-
604KOBON AUCKYHKLMEN W MNenbrepos-
ckon aHomanuen nemkoumntoB (SCOP
CMHOPOM) U HeBparnbHaa amuoTpodus
Llapko-Mapu-Tyc. Ha nepBom wmecTe
no vactote cpeau AP-natonorum ctout
SAKYTCKUA HaCNeACTBEHHbIN HaHU3M UMn
3-M cuHgpom (55 6onbHbIX 13 46 AKyT-
ckux cemen). Bropoe no uactote AP
HacnencTBeHHoe 3aboneBaHne — Takke
CVMHAPOM C Huskmm poctom (SCOP cuH-
apom). B peructpe yyteHo 43 60nbHbIX
n3 40 akytcknx cemen. Cnegyrouee no
yacrtoTe 3aboneBaHue - HacneaCTBEHHas
3H3UMOMNeHMYeckass  MeTreMorrnobunHe-
mus | Tuna (34 60nbHbIX U3 32 AKYTCKMX
cemen).

Bcero B peructpe yyteHo 12 Hosono-
i ¢ X-CLUEMNneHHbIM PeLEeCCUBHbIM TU-
noMm HacneposaHus. Ha gucnaHcepHoM
yyete coctosT 112 6onbHbIx 13 91 ce-
MbU, 81 13 HUX — U3 74 AKYTCKUX CEMEN.
YacTblMu B 3TOW rpynne SBMATCA remMo-
dunua A, nxTnmos n nporpeccupyoLlas
MblLleyHasa guctpodusa [ioweHHa. bonb-
HbIX C X-CLEenneHHbIM JOMUHAHTHBIM TU-
nom HacrnegoBaHus Bcero 5. 29 6onbHbIX
13 29 cement BbINm KOHCYNBETUPOBAHbI MO
10 HO30MOrMsIM C HEM3BECTHLIM TUMOM
HacnegoBaHus.

Takvm obpasom, aHanu3 perncrpa no-
kasan, 4yto B Pecnybnuke Caxa (AkyTns)
UMEETCs1 HaKOMfeHne HacneacTBEHHOM
naTonorum, B OCHOBHOM Y sIKyToB. PaHee
NpoBeAEHHbIE UCCNEA0BaHNS U pe3yrbra-
Thbl HACTOSILLIErO MCCNeaoBaHNS BbISBUMN
HacneacTBeHHbIe (POPMbI, BCTPEYaroLLM-
€csl C BbICOKOW 4acTOTON Cpeaun AKYTCKO-
ro HaceneHunsi 1 ANs KOTOpbIX BbISIBEHa
cneumduyeckas  MOMEKynsipHO-reHeTu-
yeckasa npuyuvHa [1,2,5,6,9-11,13]. K Hum
Mbl OTHECNM BOCEMb HacneACTBEHHbIX
3aboneBaHnn N3 Yncna «sSKYyTCKUX» Ha-
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CpaB]—[HTeJ’lLHLIe JMaHHbIE 110 YACTOTe HACJIEACTBEHHBIX 00JIe3Hel

U cnenupHYeCKHM MYTALMSIM Y SIKYTOB H B MUpe

_ PacripoctpaneHHocTb 00-
Hassanue 6oneznn (OMIM) Tun nacse I'en Myrauus sie3nu Ha 100 ThIc. yer.
JIOBAaHUS y SIKYyTOB v SKYTOB B MIpe

Crunouepebemisipaas arakcus 1 tuma (164400) ALl ATXNI1 | skcnancust CAG-nosropos[9] 36,8 [9] 1,0-2,0 [7]
IMuoTtonndeckas guctpodus (160900) AJl DMPK | skcnancust CTG-mosropos[11] 21.3[11] 14.,0-5,0 [14]
HacnencrenHas sH3MMONeHUYecKas MeTreMorioontemus | .
rima (250800) AP DIAl Pro269Leu’[6] 14,9 [11] 1,0 [6]
(OxynodapunreansHas Mpieynas aucrpodus (164300) ALl PABPN1 SKCIHI?)l;iggolBQF g?G_ 11,1 %] 1,0 [6]
CruHanbHO-Oynb0apHast amuorpodust Kennenu (313200) ]i‘(s;lc;ecr][g AR skcmancust CAG-mosropos[*] 2,8 [*] 2,5[7]
|Araxcust @puapeiixa (229300) AP FRDA | skcmancuss GAA-nioBTropos[*] 2,78 [*] 2-5[7]
3-M cunpom wian SICH (273750) AP CUL7Y 4582insT*[13] 12,72 [13] |Hewm3BecTHO
CHHIPOM HM3KOPOCIJIOCTH C KOJIOOYKOBOI qucyHKIMEH
ceTyaTky, ¢ aTpodueii 3pUTEIBHBIX HEPBOB, NEIBICPOBCKON AP NAG R1914H*[*] 9,95 [*] HEM3BECTHO
aHomanueit nerikorutoB (SCOP cunapom)

IIpumeuanue. [] - nureparypHbie cchulk. [*] Pe3ysbrarsl HacTosIero uccinenosanus. * Creruduueckue ToabKo st sikyToB mytanunin. OMIM — Homep
B JIEKTPOHHOI Bepcun katajiora B. Makkbiocuka «Mendelian Inheritance in Man» (MIM): www.ncbi.nlm.nih.gov/omim/. Al u AP — ayTocoMHO-
JIOMUHAHTHBIH M ayTOCOMHO-PELIECCUBHbIN TUITBI HACIESIOBAHMSI.

CcneacTBeHHbIX OonesHel: cnvHouepe-
b6ennapHasa atakcus 1-ro Tuna, MmMoTo-
HU4eckasi AMcTpodusi, HacneacTBEHHas!
3H3MMOMeHnYeckas MeTremornobuHemums
| Tna, okynodapuHreansHass MUOOUCT-
pocus, aTakcus Ppugpeinxa, cnvHanb-
Ho-OynbbapHas amumotpodms KeHHeaw,
3-M cuHpgpom, SCOP cuHgpom (Tabn. 2).

PacnpoctpaHeHHocTs CLA1, MO wn
HOM, no pesynsratam paHee NpoBeaeH-
HbIX MCCNefoBaHWA, NPeBbILLAeT MUPO-
Bble 3Ha4yeHus (Tabn. 2) [1,2,9-11].

PaHee He n3yveHHble OOPM/ v aTakcus
®puaperixa 3aperMcTprpoBaHbl B OCHOB-
HOM (92-96%) y SIKyTCKOro HaceneHus, a
oonesHb KeHHean u obe HacneacTeeH-
Hble (OpMbl HU3KOPOCHOCTU — TONbKO
y sikyToB. PacnpoctpaHeHHocTe OPM[
(11,1 Ha 100 TbIC. HaceneHns) y SKyTOB
B 10 pa3 Bblwe pacnpoCTPaHEHHOCTH,
ONMWCaHHON B MUpE, a YacToTbl pacnpo-
cTpaHeHHocTu atakcun ®puaperixa (2,78
Ha 100 Tbic.) n 6onesHu KeHHeam (2,8 Ha
100 TbIC.) KONEbrneTca B npegenax mu-
pOBbIX 3Ha4YeHwui (Tabn. 2). Mokasatenu
pacnpocTpaHeHHOCTH ABYX (POPM HU3KO-
pocnocTtu B gKyTckon nonynaummn: ACH un
SCOP cvHapoma nonyyeHbl Bnepsble, U
No3BOSSIOT OTHECTM oba 3aboneBaHus K
paspsiay YacTbiX HAacneacTBEHHbIX 3ab0-
neBaHWUiA y SIKYTOB, NOCME TakMX Kak cnu-
HouepebennapHas atakcusa 1-ro Tuna,
MUOTOHUYEecKas auctpodusi, Hacnenc-
TBEHHas 3H3MMOMEeHn4Yeckas MeTremor-
nobuHemus [2,6,9-11] (tabn.2).

[Mpun aHanu3e TeppuTopMansLHOro pac-
npocTpaHeHus 3aborneBaHus onpene-
NEHbl o4ary HakoMnmneHus Ana Nt usy-
YeHHbIX 3aborneBaHu MO OTAENbHOCTU
(Tabn. 3, pucyHok). B Buntorickoi rpynne
ynycoB u B LleHTpanbHon Akytun 3ape-
rMCTPUPOBaHbI AVHUYHBIE CIyYaun ayTo-

PacnpocTpaHeHHOCTh NATH HACJIEACTBEHHBIX 3200/1eBaAHMIl Y IKYTOB
B Pecny6inke Caxa (SkyTus)

PacnipoctpanenHocTs Ha 100 ThIC. SIKYTCKOTO HacEICHUsI
MecTo npoXUBaHUS (abc. KOI-BO YEII0BEK)
oM/ AD b.Kennenu SICH SCOP
g IBepXHeRUIIOWCKUI - - - 1439 (3) | 4.80 (1)
S £ [Bumoiiciuil 9,4 (2) | 4,68 (1) - 4,68 (1) | 14,05 (3)
s 5. |HropGuscxmuit 21,0 (5) - 0.8 (1) 839(2) | 16.78(4)
5 £ |Cvarapckuii 4,0 (1) [ 4,06 (1) - 24.35(6) | 8.,12(2)
23] KoGsiickuii 10,8 (1) - - - -
MIUHCKHI - - 31,92(5) 12,77 (2)
3 [opHLIi 9.2(1) | 9,22 (1) - 6,81 (2) 9.22 (1)
% < |Hamckwmit 24.7(5) | 4.95(1) - 24,74 (5) | 14,84 (3)
5 E [Tarmusckuil 6.2 (1) - - 12,34(2) [ 6.17 (1)
2 2 [Xarramacckuit 9.52) | 477 (1) - 9.55(2) | 14.32(3)
5 = |Uypamunsckuii - 521(1) - 522 (1) | 26,08 (5)
= [YCTh-ANAHCKHIL 45.4 (10) - - 4,54 (1) 9.09 (2)
ernno-Kanranacckuii | 6.8 (2) - - - -
rcw)%s 5 8 Ulenckuii - - - 152,13 (6) | 50,71 (2)
e % £ (OnexMuHCKui 26,1 (3) - - - -
Q= E‘Mylpm/mcmﬁ - - - 17,35 (1) -
OBIICKHIt - - 106.6 (2)
§ = [ToMmmoHckwmit - 18,92 (1) - 18,92 (1) -
& E |Vere-Maiickuii - - - 89.13 (1) -
2 § CpenHe-KOIBIMCKUN 14,8 (1) - - - -
&} QneHeKCKHi - - - 80,13 (1) | 80,13 (1)
IBepXHEeKOIBLIMCKHUIA 68,3 (1) - 408.7 (3) - -
. SAKyTck 12.4 (13)| 4.79 (4) - 14,36 (15) | 12.45 (13)
IPecniyounka Caxa (SIkyTus) 11,1 (48) 2,78 (11) 2.8 (6) 12,72 (55) | 9.95 (43)

IIpumeuenne. Coxpamenust OOM/I, AD, b. Kennenn, SICH, SCOP-cunipoM cM. B TEKcTe.

COMHO-peLieccuBHon atakcun dpugpen-
xa 6e3 HakoMneHns B OTAENbHbIX yrycax.
MHTepeceH TOT pakT, 4yTo 3abonesaHue
3aperncTpupoBaHo y sIKyTCKOro 3THOCA,
SBMSOLLErocs npeacraBuTenemM asvar-
CKOW pachl, cpean KOTOpbIX paHee He
ObINO 3aperncTpupoBaHoO CriyyaeB aTtak-
cun Opugpeinxa [15]. 3To MoxXeT ObiTb
00BbACHEHO MPUBHECEHUEM B reHOMOHA
SIKYTOB €BPOMNENCKONA KOMMOHEHTbI, MO3-
TOMY BbISICHEHME NPUYNH BO3HUKHOBEHNS
N pacnpocTpaHeHus atakcum dpugpen-
Xa cpeau sikyToB TpebyeT AanbHenLwero
N3y4YeHns.

X-cuenneHHas cnuMHanbHO-bynbbap-
Has ammoTtpodus KeHHeam pacnpocTpa-
HeHa B ceBepHbIX yrycax (Abbickom u
BepxHekoneiMckoMm), roe vactota 3abo-
NeBaHusi NpeBbILLaeT MUPOBbIE 3HAYEHWS
B COTHMW pa3 (Tabn.3, pucyHok). Mpuun-
HOW HaKOMIIEHNS] MOXET ObITb MOMOXK-
TenbHas OpayHas accopTaTMBHOCTb MO
HaLMOHAmNbHOCTM M HU3Kast MUrpaLyoH-
Hasi aKTUBHOCTb XEHLUMH SKYTOK B Bep-
XHEeKonbIMcKoMm yrnyce [4].

AyTOCOMHO-AOMUHaHTHasA okynoda-
puvHreansbHasi MMoAMCTpodMs nonyyuna
HakonneHve Ha Tepputopun LleHTpank-
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KapTa pacnpocTpaHeHHOCTM M paioHOB HaKOMMeHWUs NSTW HacneAcTBEHHbIX 3aboneBaHui B
Pecny6nuke Caxa (AkyTtns). CokpalyeHusi cMm. B TeKcTe

HOW AKYTUM W BUMIOWCKOM rpynmbl yry-
COB, 0COGEHHO B YCTb-ANgaHCKOM ynyce
n ropoge fkytcke. Takom xe xapaktep
HaKOMMeHWsa xapakTepeH Ansa apyrux ay-
TOCOMHO-AOMUHAHTHbIX 3aboneBaHun -
cnuHouepebennapHon atakcum 1-ro Tvna
1N MUOTOHMYecKon amctpodum [9,11].
[Ba 3aboneBaHus1 C HU3KOPOCIOCTbIO
NoryYnnmn BbICOKOE HaKOMMeHve B LeH-
TparnbHOM W BWIOWCKOW rpynnax ymny-
coB (Tabn.3, puc. 1), rae B OCHOBHOM 1
NpoXuBaeT AKYyTCKOe HacerneHve C naB-
HUX BpemeH. Ho Hambonblias 4vacTtoTa
pacnpoCTpaHeHHOCTN AN SAKYTCKOro
cvHgpomMa Huskopocrnoctn (152,13 Ha
100 TbICc. HaceneHus) Gbina nonyveHa B
JleHckoM yrnyce €O CMeLUaHHbIM Hacene-
HMEeM, Kyga MOMMM MUrpUpoBaTh SIKYTbI
n3 cocegHero CyHTapckoro ynyca, rge
Takxe NnokasaHbl BbICOKME 3HAYEHUS pac-
npoctpaHeHHocTn (24,35 Ha 100 TbIC.)
SIKYTCKOro CMHAPOMa HU3KOPOCIIOCTHU.
BbisgBneHa MonekynspHo-reHeTnyec-
Kasi npuYMHa BCeX BOCbMMW Hacnenc-
TBEHHbIX 3aboneBaHui (Tabn. 2). Ons
YeTbIPEX U3 HUX BbISIBNIEHbI MaXXOPHbIE
MyTaLuMK, XapaKTepHbIE A58 AKYTCKON No-
nynauum: mmucceHc mytaums Pro269Leu
B reHe DIA1 gns HacnegcTBEHHOW 3H-
31IMOMEHNYECKON MeTreMornodbmnHemmm,
akcnaHcusa (GCG)10 B reHe PABPN1 gns
oKyrnodapuHreanbHOn MWOAUCTPOUM,
HOHCeHC MyTaums 4582insT B reHe CUL7
anst ACH (3-M cuHgpoma) 1 MMcceHc My-
Taumsa mytaumm R1914H B reHe NAG ons

CYHOPOMa HU3KOPOCMOCTU C aTpodmen
3pUTENbHBLIX HEPBOB, KONOGOYKOBOW AMC-
yHKUMEN ceTyaTkn U nenbrepoBCKOMn
aHomanuen nevikounTos [5,6,13].

Mo pesynsTatam nNONyNsILNOHHO-TE-
HETMYECKMX WCCMEeLOBaHUN MONyYeHbl
OaHHble O 4acToTe reTepo3nroTHOro Ho-
cuTenbCcTBa HoBoW MyTauun 4582insT B
rene CUL7 B nonynaumsix SKyTOB 1 Hapo-
noB Cubvpu n AkyTumn (oaHHble He npea-
cTaBneHbl). Yactota reTepo3uroTHoro
HocuTenbCcTBa MyTaumm 4582insT B reHe
CULY B sikyTCKOM NoNynsLumm coctaBnsiet
3%, 4TO roBOPUT O TOM, 4YTO 12968 siKyTOB
(kaxgbln 33-1 SKyT) ABNATCS reTepo3u-
FOTHBIMW HOCUTENAMW MyTaummn 4582insT
B reHe CUL7. B nonynsumsix 3BEHOB,
3BEHKOB, HOKarmpoB, PycCkMx TOMCKOMN
obnactu n bypsiToB 13 bypaTtum myTtaumm
4582insT B reHe CUL7 He oGHapyxeHo.

MpencTaBnsetca nepcnekTUBHbIM
JanbHelllee n3y4YeHne anuaemMmnonorum
N MOMEKYNSAPHON Npupoabl SKyTCKUX Ha-
cnencTBeHHbIX GornesHel, moryllee oT-
KPbITb HOBbIE FEHbl U HOBbIE MOJIEKYNSIP-
HO-TEHETUYECKNE MEXaHW3Mbl Pa3BUTUS
cneundguyecknx GonesHen. ITo nmeet
He TONbKO PyHOAMEHTanbHOE 3Ha4YeHne
ONSt KNMMHUYECKOWN TEHETUKUN, HO N MOXET
NOCMY>XWTb OCHOBOW AN PEKOHCTPYKLUN
cnyX0bl MeaMKO-reHeTUYECKON MOMOLLM
HaceneHu FAKyTun, OpPUEHTUPOBAHHOW
B MOMyrnsiUMOHHOM MfaHe Ha yMeHblue-
HWEe rpy3a HaCneACTBEHHbIX SKYTCKMX
fbonesHen, onTMMU3aLUMl0 UHAMBUAYanNb-
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HO-CEMENHOT0  MEeAMKO-TeHETUYECKOro
KOHCYNbETUPOBaHNS, KOHLEHTpauuo du-
HaHCOBO-3KOHOMMYeckux ycunuii  [Mpa-
BuTenbcTBa Pecnybnukn Caxa (AxkyTus)
Ha NPOgUNaKkTUKy U paHHee BbisiBNIEHNE
npexae Bcero 4acTbix B AKyTUM Hacneac-
TBEHHbIX BonesHen.
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