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[eHeTUYeCKIMe N30NATbl — 0COObIN TUM I'IOI'IyJ'IﬂLlI/IIZ, KOTOpPbI€ Ha NPOTAXEHNN MHOIMX BEKOB AePKaTNCb O6OCO6]’I€HHO, OEMOHCTPUPYA
MEHbLUYIO reHeTU4YeCKY0 N3SMEHYNBOCTb U OTZINYAACDH NO CBOE reHeTUYeCKom CTPYKTYypE€ OT I'Ipe,chaBI/ITeﬂel?l apyruxrpynmn. Bbicokas
cTeneHb n3onAaunn MmanovnciieHHbIX I'IOI'IyJ'IHU,I/II;I yenoBeKa Ha NPOTAXKEHUN MHOTNX NOKONIeHUN cOo3paBana yaiosua aona npel?ld)a reHos.
BCﬂe,D,CTBI/Ie nonynAuMOHHbIX MEXaHU3MOB, TaKNX KaK 3(I)¢eKT OCHOBaTenA nnn Bd)d)eKT 6yTbIJ'IO"IHOF0 ropJibilKa, B N30JINPOBAHHbIX
nonynaynax Ha6mo;:laeTcn oTAroweHmne reHeTu4eCKUm rpysom HacnenaCcTtBeHHbIX 3a6oneBaH|/||7|, YTO HeraTmuBHoO BO3£|eI7ICTByeT Ha
COLI,VIaJ'IbHO-3KOHOMI/IHeCKVII7I YPOBEHD, a TaKXe Ka4eCTBO XKN3HW HacCeleHUA. B HacToALlem o63ope N3N0XeHbl CBeAeHNA O HadieCTBEHHbIX
60ﬂe3HﬂX, O6Hapy)KeHHbIX B N30JINPOBAHHbIX NONYNIAUMAX MNPA, O CYLLECTBYIOLWMNX MPOrpamMmmax MONEKYNAPHO-TeHETUYECKOIO CKPUHMHIa
reTepo3nroTHOro HOCUTENbCTBA MyTaLlI/IVI B reHax HacneaCTtBeHHbIX 6bonesHen 1 o uenecoo6pa3Hocm BHeLPEeHNA TakKnX NporpamMmm B
NPAKTUKY MeANKO-TEHETUYECKOIO KOHCYNbTUPOBaHUA.
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There are populations that have kept apart for many centuries, show less genetic variability and they differ in their genetic structure
from representatives of other groups - genetic isolates. The high degree of isolation of small human populations for many generations
has created good conditions for gene drift. Due to population mechanisms, such as the founder effect or the bottleneck effect there is
a genetic burden of hereditary diseases, which observed in isolated populations, that negatively affects both social and economic level,
as well as the quality of life. This review provides information about hereditary diseases in genetically isolated populations, existing
carrier’s screening programs and the feasibility of its implementation.
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BBepeHune

T'eHeTnyeckue uccaenoBaHMS MOMYJSILIMIA TTOKA3aIH,
YTO «Ipelich TEHOB» CHITPaJl BAXXHYIO POJIb B pacrpenesie-
HUM TCHOMHBIX BapuaInii yeJoBeKa 4epe3 aeMorpadu-
yecKure coOObITUSI, TaKKe KaK 3(P(PeKT OYThIIOYHOTO Irop-
JIBIIKa, 3pdekt ocHoBaTtelnsd, n3onsauus [ 1, 2]. CrerieHn
TeHEeTUYEeCKON N3MEHUYMBOCTH, HabIt01aeMasl B MOIyJIs-
1M1, HAMPsSIMYIO CBsI3aHa ¢ JeMorpauyeckoil UCTOpU-
eil. Ha nmpoTskeHuu 1mouTu Bceil 3BOJTIOLIMOHHON UCTO-
pUM YeJIoBeUYeCTBa pa3Mephbl €ro MoMyasiuuil ObLIM OTHO-
CUTEJIbLHO HEOOIBIIMMHU MO YUCIEHHOCTU. YenoBeyeckas
nonyJisiius Oblia pasaesieHa Ha MHOXECTBO MaJlouucC-
JIEHHBIX TPYII-U30J49TOB. 10 HeTaBHEro BpeMeH!U Ta-
KMX TPYII ObLJIO MHOTO, HEKOTOPbIE U3 HUX CYLIECTBY-
10T 10 cuX op. Bo MHOTrMX cTpaHax BO BCEM MUpE CyIlie-
CTBYIOT T€HETUYECKU U30JIMPOBAaHHbIE TOMyJISuuu. Yacto
9TU NMONYJISIUUU TeorpadUueCcKU, MO KYJIbTYPHBIM UJINU
MO PEJUTMO3HBIM MPUUYMHAM U30JUPOBAHBI HA TIPOTSI-
JKEHUU BEKOB U, KaK CJIeICTBUE, 1EMOHCTPUPYIOT MEHb-
IIYIO TCHETUYECKYI0 N3MEHUMBOCTh. D HEKT OCHOBATE-
JISI MOXET MPUBECTU K BBICOKOW pacHpOCTPaHEHHOCTU
MOHOT'€HHBIX PELIECCUBHBIX 3a00JIEBAHUM B 3TUX IPYII-
rnax HaceJIeHUs 10 CPaBHEHMIO ¢ OOIMMU MoKa3aTeasIMU
[3]. Ha pemenue aTux mpo0bJjieM B 3HAYUTEIBLHOIM CTeTIe-
HU HaIpaBJeHbl paclIMPEHHbIE TPOrpaMMbl CKPUHUHTA
TaKUX MOMYJISILAN Ha TeTePO3UTOTHOE HOCUTEJILCTBO Ba-
pPUAHTOB B T€HAaX HACJIeICTBEHHbIX 3a0osieBaHMii. Takue
MporpaMMbl yXe noka3aju cBo 3((HEeKTUBHOCTb B He-
CKOJIBKMX CTpaHax, CHU3MB YaCTOThl HEKOTOPBIX HACJIE/I-
CTBEHHBIX 3a00J1eBaHUit [4].

HacnepcrBeHHble 60/1e3HN B reHeTUYeCKN
N30/IMPOBaHHbIX MONYAALUAX

AP deKT OYyTHUIOYHOTO TOPbIIIKA U 3(P(PEKT OCHOBA-
TeJIs B UICTOPUU YeJIOBEYECTBA MPUBOIMIN K CHIDKEHUIO
TeHETUYECKOro pa3HooOpa3us. BosaeiicTBue 3TOro mpo-
1ecca 0COOEHHO SIPKO BBIPAKEHO TP PELIECCUBHBIX 3a-
00JIeBaHUSIX: YBEJMYEHME YaCTOThl HOCUTEJIbCTBA paHee
penkux 3abojieBaHUil BeaencTaue adexra OyThbLIOYHO-
IO TOPJIBIIIKA MOXET CHJIBHO YBEJIUYUTh YPOBEHb TOMO-
3urotTHoctu. Kak ciencrsre, HapogHOCTH, B KOTOPBIX Ha-
omonancs 3hdeKT OyTHIIOUHOTO TOPJbIIIKa, HAIIpUMep,
(buHHBI, aMUII WK KBEOEKILIBI, TEMOHCTPUPYIOT BBICO-
KYIO pacIipOCTPaHEHHOCTh HEKOTOPBIX ayTOCOMHO-PEIIEC-

CUBHBIX 3a00JieBaHuii [5]. B Tabamue npuBeneHbl cBele-
HUsT 00 M3YYEHHBIX HACIEACTBEHHBIX 3a00JI€BAaHUSIX B I'e-
HETMYECKU M30JIMPOBAHHBIX MMOIYJISIIUSIX MUPA.

Taxk, HanpuMmep, 5K30MHBII aHaIu3 5685 00pa31oB
JAHK eBpeeB-amikeHa3u mokasajl BLICOKYIO YacTOTY aJjl-
JieJIeld, OTBETCTBEHHBIX 3a PeIKUe MEHACIMPYIOolIe 3a00-
JIeBaHUsI, Takue Kak 0ojie3Hb Tes-Cakca (reH HEXA) v
oonesHb ['omie (reH GBA), o cpaBHEHUIO C APYTUMU 1O~
nynsuusmu [49]. I'peHnaHaCKUE UHYUTHI SIBJISTIOTCS €11
OJHUM MPUMEPOM BO3aelcTBUS d3(PdeKkTa OYTHIIOYHOTO
ropJjbIlIKa Ha WX FeHETUYEeCKOoe pa3zHooOpas3ue. AHAIN3
aK30Ma 18 yesoBeK MpoaeMOHCTPUPOBAI MapKephl BbIpa-
JKEHHOTO COKpaIlleHHUsI HaceJIeHUsI TPEHIaHACKUX UHYUTOB
3a npoweaire 15000 ner. Kak ciaencTBue, anienau, peako
BCTpEUaloIIMecs B eBPONEHCKIX UM BOCTOYHOA3MATCKUX
MOIYJISIIUSIX, OKA3aJIMCh BBICOKO PACIIPOCTPAHEHBI Y TPEH-
JIaHACKUX MHYUTOB. Becero aBTopsl Beineanau 20 Takux Ba-
PUAHTOB, BKJIIOYasl paHee OMKMCaHHbIe, TAKKE KaK BapUaHT
B reHe TBC1D4, yBenu4yuBalolvii puck nuadera 2 Tvmna,
a TakkKe MHCepUMU U Aeyeluu B reHe SEMA4C, npusonsi-
1mue K 1e(puumnTy caxapo3o-u3oMaibTassbl [50].

IMonynauusa octpoBa MalbTa, CyBEpEHHOTO MUKPO-
rocyaapcTba Ha rore EBpoIIbl, TakxKe OTHOCUTCS K M30JIM -
POBaHHBIM B CBSI3U C TeorpaduyecKuM pacioyoKeHueM
U KYJbTYPHBIMU 0COOCHHOCTSIMU. [10 TaHHBIM MHOT'OJIET-
HUX UCCJICTOBAaHUI B MOIYJISLIMYA MaJbTHUILIEB HaOJ0-
JIAETCsI BBICOKOE paclpocTpaHeHue OOKOBOTO aMUOTPO-
¢uueckoro ckneposa (BAC) —mporpeccupyioliero 3ad60-
JIEBaHUSI HEPBHOM CUCTEMBI, IIPU KOTOPOM IOPAKaIOTCSI
MOTOpHBIE (IBHUTaTeJIbHbIe) HEPBHBIE KJIETKU B KOPE TO-
JIOBHOT'O MO3ra M CIIMHHOM Mo3re. I1o mocaeHuM qaHHbIM
MOJTHOTEHOMHOTO ceKBeHUpoBaHus 00abHBIX BAC cpenn
MaJIbTUIIIEB ITATOT€HETUYECKU 3HAYMMBbIE BapUAHThI I'e-
HoB CY0rf72, SOD1, TARDBP vnu FUS, nHauboee yacto
BCTpeyvalollmecs cpeau eBporeiines, crpagaroimux BAC,
He ObUTM OOHapykeHbI. B To ke Bpemst ObLIM UASHTU(hU-
LIMPOBaHbI KCaHCUY TTOBTOPOB B reHax ATXN2u NIPAI,
a TaK>Ke HEKOTOPbIE NTaTOTCeHETUYECKY 3HAYMMble BapUaH-
Tl B reHax ALS2, DAO, DCTNI1, ERBB4, SETX, SCFDI
u SPG11. B o6uieit cioxHocty 40% MaleHTOB CO CIIO-
paguyeckuM BAC umenu peakue BapuaHThl TEHOB, CBSI-
3aHHbIe ¢ BAC, B OCcTaNbHBIX ClIydasix reHeThuecKas mpu-
yyHa He ObuTa onpenesieHa. [lonyyeHHble TaHHBIE CBUIE-
TEJILCTBYIOT 00 3THOCHEU(MUUHOCTA BapUAHTOB IeHOB
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Ta6bnuya
I/13yquHb|e HacneacTtBeHHble 3a6oneBaHNA B reHeTNUYECKUN N30/INPOBAaHHbIX NoNynaAyuaAxX mmpa
Studied hereditary diseases in genetically isolated populations of the world
YucaeHHOCTh ) PP——
Ne | TMonynsiuus / crpaHa MOMYJISILIMK 3aboneBanue (OMIM)/Mytauus paryp
HUCTOYHUK
(uen)
1 Masnbra 525255 BAC (205100) /akcniancuu noBTopoB B reHax ATXN2u NIPAI, a Takxe my- [6]
TaHTHbIe BapuaHThl B reHax ALS2, DAO, DCTN1, ERBB4, SETX, SCFD1
u SPGI11
2 TanuyHuK, 30 000 Cunapom Anbriopra (203780) [7]
CeBepHas
MakenoHust
3 Cynranat OMaH 5000 000 bonesub Bepanura-T'odbmana (253300), BpoxkieHHas TUIIEpIUIa3usl HAAMO- [8]
yeyHuKoB (201910), mykoBucuuaos (219700), nepuuHasi MUKpouedanus
(251200), BpoxaeHHbII HepoTuaeckuit cuHapoM (2563000), meTaxpoma-
Tyeckas Jeiikogucrpodus (250100), BpoxxaeHHas reHepajiu30BaHHast JI1-
nionuctpodust (608709), cunapom bapne-bumist (209900), Oysie3HbIi amH-
nepmoinus (131750), mykononucaxapunos (607014), ceprioBuaHOKIIETOUHAS
anemust (603903), B-ramaccemus (613985)
4 | Oxammy 12258 433 KoHeuHOoCTHO-TosICHAsT MblTIedHast auctpodus Tima 2a (253600), MeraaoH- [9]
u Kaumup, edanbHast terikoguctpodus (604004), maHTOTeHATKMHA3a-aCCOLIMUPOBAH-
Wunus Hast HeiiponereHeparus (234200), BpoxkaeHHast TUTepruIa3yusi KOpbl HaIImo-
yeyHukoB (201910), Tanaccemust (anemus Kynu) (141800), ramakrozeMust
(230350), dbenunkeronypust (261600), ayTocoMHO-peliecCCUBHAsI CrIacTUYIe-
ckas arakcus Llapnesya-Careneii (270710)
5 Hunepnannbt 17 593 268 CemeitHast runepxoiectepunemus (604933), HelipoHaTbHbII LEPOUTHBIN [10-14]
nunodycuuno3 (HLLJT) (Tun He yTouHsietcst), noda-3aBucumasi AMCTOHUSI
(605407), mykonomnucaxapunos 11 tuna (MIIC I1I) (252900),
I0OPOKAYECTBEHHBIM PeLIMIUBUPYIOLLMI BHYTPUIIEYEHOYHBII X0IecTas
6 | OunasHIMS 5543659 36 HacneACTBEHHBIX 3a00ieBaHmil: amuaonn03 dhuHckoro tuma (105120), [15-17]
acrapTuiraoko3damuuypus (208400), ayToMMMYHHBII TTOJM3HIOKPUHHbBIM
cunapom tin 1 (240300), nunouHast BpOXKACHHAs TUITEPILIa3ust
HaanoueyHukoB (201710), Bpoxxa€HHast IUCTPOMUST CTPOMbI POTOBHULIBI
(610048) HeiipoHabHBIIT LIepouIHbIi TunodycinHo3 | Tuma (256730),
3 tumna (204200), 5 tuma (256731), 8 Tuma (600143), curapom Anepa
I1IA tuna (276902), nuactpoduyeckas aucruiasus (222600),
MHOKECTBEHHbII BpOXAEHHBIM apTporpunos (253310) u np.
7 EBpeun amkeHasu 8 000 000 — | bonesnsb Tes-Cakca (272800), 60se3Hb [otre (230800), runepxoecTepuHe- [18-21]
11200 000 must (604933), okynodapunreanbrast muomuctpodust (164300)
8 Kanantist 12 000 000 Arakcust @punpeiixa (229300), ayTocOMHO-pelieCCUBHAsI CIIACTUYECKast [22, 23]
GbpaHIy3cKOro artakcust LlapneBya-Careneii (270710), B-ramaccemust (613985),
TIPOUCXOXIEHUS, okyJiodapuHreaiabHas MbliieyHas nuctpodus (257 950), MmuotoHnveckas
npoBuHIMs KBeOek, nuctpodus (160900)
Kanana
9 | Adpukanepsl, 3000 000 CewmeiiHas runiepxoniectepuaemust (604933), 6onesns [oHTtepa (263700), [24, 25]
IOxHas Adpuka anemust @ankonu (227650)
10 | AMuILIM, MEHHO- 200 000 BposkneHHbIIi THITOTUPeo3, CUHApoM Diutnca-BaH Kpesesbaa (225500) [26]
HUTHI, 1Tat [MeH-
cwibBanusi, CIIIA
11 | T'yrrepuTsl, mrar 50 000 [Momoctpas HekpoTusupyomas sHiedaromuenonarus (256000), cuHapoM [27]

TleHcunbBaHus,
CIIA

Amepa 1B tuna (220290), pectpuktuBHas nepmonatusi (275210),
NUIaTallMOHHAs KApAMOMUOMATHS C CMHAPOMOM aTaKCHH,
cunapom boyana—Konpanu (211180).

[pomomkeHue TabINIIBI CM. Ha CTP. 6.
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Ne | Tlomymswms / cTpaHa MOMYJISILIUN 3aboneBanue (OMIM)/Myrarust patyp
HMCTOYHUK
(aen)
12 | depeBHs Ha BocToke | Het cBenenuit | Cunnpom SApxo-Jlesuna (277300) [28]
I Beitapun
13 | Kurenu HUKHEH 1 000 000 Mertaxpomaruueckas aeiikoguctpodus (250100), cunapom ['ypaepa [29, 30]
TFanunen, U3panib (607014), ayrocoMHO-pelieccuBHasi HeCUHAPOMalbHast riiyxota (20290)
14 | Octpos Jla PetoHboH 835103 KoHeuHoCTHO-TIOsICHAsS MblTIedHast nuctpodus 2A tuma (253600) [31]
(Maparackap)
15 | CaynoBckast ApaBust 34000 000 [TepBuuHas BpoxkneHHas riaykoma (231300), ciHApOM KaMNTOOAKTHIINU - [32, 33]
apTponaTuu Ta300enpeHHOro cycTaBa-nepukapaura (208250)
16 | Tlomynsius 521 542 CunnpoM bapae-bumis (209900) [34-36]
o.HplobayHmieHn;
Oenyunbl B HereBe
u B JIuBane
17 | Urtanus Her cBenenuit | HenepeHocumocTs iu3nHyprueckoro 6eska (222700) [37]
18 | Iyary-Lllapanra, 1792 000 Cunzpom Atepa ltumna (276900) [38]
®panuus
19 | Momnbma 38 000 000 Bpoxnennas xmopunnas nuapest (214700) [39]
20 | I'pennagHcKMe 50 000 [Mpormmonosas amyaemus (606054) [40]
WHYWTBI
21 | OcrpoB Kpur, 634930 Bonesnb Bunbscona (277900) [41]
I'perust
22 | Yysamwm (Poccust) 814750 HecunapomanbHast HelipoceHcopHast Tyroyxocts (121011, 601869), [42-44]
ayTOCOMHO-PELeCCUBHBII THIIOTPUX03 (604379), neTanbHbIii
UHGaHTUIBHBLI ocTeoneTpos (259700), sputpounTos (133100)
23 | Mapuiiust (Poccust) 290 000 HecunnpomanbHas HeiipoceHcopHas Tyroyxoctb (121011), [43]
ayTOCOMHO-PELIECCUBHBII runoTpuxo3 (604379), neTanbHblii
UHGaHTUIBHBIN ocTeoneTpos (259700)
24 | SIxytsl (Poccust) 500 000 CrnmHouepebesusapHas atakcus 1 tuma (164400), MeTreMOTTIOOMHEMHUST [45-48]
1A tuma (250800), Muotonuueckast nuctpocdust (160900), arakcust
Dpunpetixa (229300), BpoxnenHast riyxoTa (121011), mykormonucaxapu-
no3-tumoc (617303), okynodapunreansHas muoguctpodus (16430),
SIKYTCKHIA CHHIPOM HI3Kopocaoctu (273750), SOPH-cunmpom (614800),
BpOXIeHHast Katapakra (610019)

1 HEOOXOIMMOCTH JaJbHEHIINX UCCIENOBAHUIN /11 BbI-
SIBJICHUSI MyTallMii B paHee He M3yYEHHBIX TeHaX, BbI3bI-
paromnx bAC y manbTuiines [6].

Bbiu onrcaHbl pe3ysibTaThl U3YUeHMsT HACAeACTBEHHBIX
3a00/1eBaHMIi B OMHOM 13 TeHETUYECKU M30JIMPOBAHHBIX T10-
nyJasuuii aepeBHU [aTnyHKK, pacronoXeHHOi B ceBepo-3a-
nanHoit yactu CeBepHoit Makenonuu. B aToit nonymsiiun
Ha0JII01aeTCsl BLICOKOE pacnpocTpaHeHUe CUMHApOMa AJTb-
MopTa — HACJAeNCTBEHHOTO 3a00J1eBaHUS CO CJIOXKHBIM TH-
TOM HacJIelOBaHMsI, XapaKTepU3yIoIlerocs: HedpornaTuei
¢ rematypueii. B ogHoli 13 paboT ObLI0 00CIeT0BaHO 0O-
nee 100 yenoBek ¢ HedponaTueii 1151 BbISIBICHWS TeHETH -
YEeCKOU MPUYMHBI 3a00JIeBaHUST TTyTEM MTOJITHOTEHOMHOTO
CEKBEHMPOBAHUSI C UCTIOJb30BAaHUEM MHAMBUIYAJIbHbBIX Ma-

HeJIeil ¥ MOMYJISIIMOHHBIX TeHETUYECKUX MapKepoB. B pe-
3yJIbTaTe ObUIM BBISIBJICHBI YETHIPE HOBbIE MyTallMK B TPEX
pa3HbIX reHax KosuareHa — geneuun (¢.3307 _3315del,
p.Pro1103_Ser1105del) B ak30He 38 rena COL4A3, myta-
1 (¢c.755G>A, p.Gly252Asp) B 9k30He 13 u B 3k30He 20
(c.1321_1369 + 3del) rena COL4A4, mytauus (c.1871G>A,
p.Gly624Asp) B ak30He 25 reHa COL4A5. W3 yeThIpeX BbI-
LIEYTOMSIHYTBIX MyTalliii TPY ObLIM 0OHAPYKEHbI B OTHOM
ceMbe. HTepeCcHO, YTO YeThIpe YieHa CeMbU YHACIIENOBAIN
ToJIbKO onHY MyTauuio COL4A4 p.Gly252Asp, y OTHOTO ObI-
Jia BbIsiBJieHa KomOuHauus Mmytauuit COL4A3 p.Pro 1103
Ser1105del u COL4A5 p.Gly624Asp [7].

B reHeTMyecKky M30JMPOBAHHBIX MOIYJISILIMSIX CYJI-
tanata OmaH, pacnojioxeHHoro B [lepeaHeit A3un Ha
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FOTO-BOCTOKE ApaBUIICKOTO TTOJIyOCTPOBa, HAOIIOAAIOTCS
BBICOKME ITOKa3aTe/IM PacIPOCTPAHEHHOCTH CITMHAILHOM
MbllIeyHoI aTpoduu (6one3ub Bepanura — N'odmana, 1 u3
10000), BpoxXXaAeHHOM rUmnepruia3uy KOpbl HAATIOUEYHUKOB
(1:10000), mykoBucummosa (1:15000), mepBUIHOI MUKPO-
uedanuu (1:15000), BpoxkaeHHOTO HEPPOTUUECKOTO CUH-
napoma (1:20000), cunapoma si0JI0YHOM KOXYpPbl, METaXpo-
MaTtuyeckoit nerikoauctpoduu (1:25000), BpoxkaeHHOI
reHepaauzoBaHHol aunoauctpoduu (1:25000), cuHapO-
ma bapne—bunna (1:30000), Oymie3Horo anuaepMoin3a
(1:30000), mykononucaxapuao3sa (1:50000). I'emornoou-
HOMATUU SIBJISTIOTCSI OMHUMM U3 CaMbIX pacIpOCTpaHeH-
HBIX MOHOTEHHBIX 3aboseBanuii Ha bimkHeM BocToke.
PacnipocTpaHeHHOCTb HapyIIeHWIi TeMOTIJIOOMHA Y HOBO-
pOXKIeHHBIX cocTaBisieT 3,5—4,7/1000 [51]. Oxono 10%
rpaxknan OMaHa SIBJISIIOTCSI HOCUTEISIMM MYTAHTHOTO Ba-
puaHTa I'eHa CeprOBUIHOKIETOUHOI aHeMuu, 2—3% — Ba-
puaHTa reHa [-tajacceMuu U 45% SIBISIIOTCSI HOCUTEIISI-
MM MYTaHTHOTO BapMaHTa reHa a-rjioouHa [8, 52]. Brico-
Kasi yaCcTOTa HaKOILJIEHUsI MyTalluii o0yclioBiieHa Apeiidom
TeHOB B HEOOJIBIIIMX M30JIMPOBAHHBIX MTOITYJISILIUSIX CYJITa-
Hata OmaH [53].

Buonoruyeckast U30Js11s1 HECKOJIbKUX 9HIOTaMHBIX
TPy HACEJIEHMS, TIO COOOIIEHUSIM HEKOTOPBIX aBTOPOB,
cTajia TPUYMHON OTHOCUTEIBHO 00Jiee BBICOKOI pacrpo-
CTPaHEHHOCTHU HACJIe[ICTBEHHBIX 3aboyieBaHuii B UHanu.
K TakoBBIM aBTOpBI OTHOCSIT HaceJlieHue peruoHa Jxam-
My n Kamrmup, KkoTopoe XxapakTepu3yeTcsi HeCKOJIbKH-
MM 3HIOTaMHBIMM TPYIIITIAMU C YACTBIMU CITydassMu KPOB-
HO-pOICTBeHHBIX OpakoB. Kpome Toro, reorpaduueckas
M30JISIUST pa3IMYHBIX TPYITIT U3-3a CJI0KHOM U Hepa3BUTOI
MHOPACTPYKTYPhI CITOCOOCTBOBAIA HAKOTUIEHUIO TEHETH -
4yecKoro rpy3a. HaciencrBeHHast maToJIorust M BPOXKIeH-
HbIe TOPOKM Pa3BUTHsI B UHINM SBIISIOTCS] HA CETOMHSIII-
HUIi IeHb OMHOM U3 IIABHBIX MPUYUH BHYTPUYTPOOHOM
cMepTHocTU. C HeaBHErO0 BPEMEHU BBUJY BbISIBICHUS
PEIKMX HACJIEICTBEHHBIX 3a00JIeBaHUIT B HEKOTOPBIX Pert-
oHax MHIMu HaYaaoch BHEAPEHUE TEHETUYECKUX UCCIIEN0-
BaHMIA C UCTIOIb30BaHMEM ITOJITHOTEHOMHOT'O CEKBEHUPOBA-
Hust. biaromapst 3ToMy ObLIN BBISIBIIEHBI HOBBIE MyTallMU
B TeHaX, BbI3bIBAIOIIME MYKOBHUCIIMI03, KOTOPbIE paHee
CUYUTAIMCh HE XapaKTePHBIMU [Tl HACEJIEHUsI JaHHOTO pe-
ruoHa. Takske ObUIM HalieHbl TPUYMHBI HECUHAPOMAJIb-
HOI TJIyXOTbI, BBI3BAHHOW MYyTallMSIMU, CITELIMMDUIHBIMU
JUTSI JAaHHOTO PerMoHa, M HECKOJIbKUX opdaHHbIX 00Je3-
HEW, HAaIIpUMep, ayTOCOMHO-PELIECCUBHOM CITACTUYECKON
atakcuu IllapneBya-Careneit (NM_014363: ¢.8605delT
(p.Cys2869ValfsTer15), BeI3BaHHOI MyTarueil B 9k30He 10
reHa SACS, HalineHHOI y peOeHKa U3 MaJleHbKOW JepeB-
HM pernoHa JI)kaMMy B TOMO3UTOTHOM BapuUaHTEe U Y €ro
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000uX poauTesieli, OKa3aBIIMXCS TeTePO3UTOTHBIMU HO-
curensamu [9].

AHa13 OTATOLIEHHOCTU MEHAEIUPYIOIIMMU HaCe I -
CTBEHHBIMU 3200JIEBAHUSIMU MCCIETOBAHHBIX POCCUACKUIA
MOMYJSILMIA MoKa3aj, YTO CYIIeCTBYeT OTYeT/IuBas auc-
epeHIMaLIMs MEXAY OTAEIbHBIMU MOMYJSLUSIMUA KaK
BHYTPHY Kaxxnoi u3 11 obciienoBaHHbBIX TEPPUTOPUI, TaK
U MEXIy HUMMU T10 3TOMY noka3zatento. EcTb Bce ocHOBa-
HUSI ToJ1araTh, 4To AuddepeHIManus CylmecTByeT 1 Mo ya-
CTOTaM I'eHOB HaCJIeICTBEHHbIX OoJie3Hel. Takxe Ha0t0-
JAIOTCS pa3inyusl B OTSATOLIEHHOCTH HACJIeICTBEHHbIMU
3a00JIeBAaHUSIMU MEXAY 9THUYECKUMMU IpymnramMu. Y ma-
puiiues, yyBaliei, yiMypTOB, SIKYTOB OTSITOLIEHHOCTb ay-
TOCOMHO-PELIECCUBHBIMU U ayTOCOMHO-TOMMHAHTHBIMU
3a00J1€BaHUSIMU OKa3bIBACTCS BbILIE 10 CPABHEHUIO C APY-
rumu ronynsuusiMu Poccniickoit @enepanun. IIpenmo-
JIOXKUTEJIbHO OCHOBHOM MPUYMHON pa3InuUii OTAEIbHbBIX
MOMYASILUIA U STHUYECKUX I'PYTIIT SIBJsIeTCs Apeiid reHoB
U 3THUYecKas ToapasaeeHHoCcTh. HecunnpomanbHas
HeHpOCEeHCOpHast TYTOYXOCTh, ayTOCOMHO-PELIECCUBHbBIMN
TUIIOTPUXO03 Haubosiee paclpoCTpaHEeHbI y UyyBallleil u Ma-
puitues (dactora 2,72% wu 1,18% cooTBeTcTBeHHO) [43].
Taxke y yyBallieit 1 MapuiLIEB ¢ BBICOKOI 4YaCTOTOM BCTpe-
yaeTcs JeTalbHbI UH(MaHTWIbHBIA OCTEONETPO3 (YacTo-
ta 1,68% u 0,84% cOOTBETCTBEHHO) U 3PUTPOIIUTO3, KO-
TOpBIE SIBJISIIOTCSI ayTOCOMHO-PELIECCUBHBIMU 3a00JieBa-
Husimu [42, 43, 44].

BrllieynoMsiHyTbie TPUMEpPhI MMOATBEPXKIAIOT TE3UC
0 TOM, YTO UCCJEIOBaHUS U30JMPOBAHHBIX MOMYJISIIIUIA
Ype3BbIYATHO BaXKHbI JIsI ONMCAHUsI HOBBIX TEHOB U Te-
HETUYECKUX BapUaHTOB TaK MEHIEJIEBCKUX, TaK U MHO-
roakTOpHbIX 3a001eBaHUIi ¢ HACJAEACTBEHHON Mpeapac-
MOJIOXKEHHOCTHIO.

npOfpaMMbl MaccoBOro MoJieKynsapHoO-
reHeTN4YeCcKoro CKpyHuHra B CTpaHax mmpa

B nmocnemname 50 ieT B pa3MMIHBIX CTpaHAX MUpPa TTOJTY-
YUJIN pacTIpOCTpaHEeHNE IIPOrpaMMbl CKpUHIHTA HOBOPO-
KIEHHBIX C IICJIbIO BEISIBJICHMS HACICACTBEHHBIX O0JIe3HEH
oOMeHa BeliecTB. Takue ncciieqoBaHUsI IIO3BOJISIIOT ITOJTY -
YUTH AeTAJIbHOE MIPEICTaBICHNE O YaCTOTEe TaHHOU ITaTo-
JIOTUY M YaCTOTE TeTePO3UTOT IT0 MyTAHTHOMY BapHUaHTY
reHa B monyJstiyy. OCHOBHASI 1IeJTb IIPOTrpaMM CKPUHIH-
ra — BBISIBIICHHE 3a00JIeBaHUS B MPESKIMHUYCCKOMN CTaINM,
KOr/Ia BO3MOXKHO 3 deKTuBHOE teueHue [54, 55].

B 1968 roay Yuncon u KOHrHep M310XWIn MpUHLK-
TIBI ¥ KPUTEPUM TOMYJISIIIMOHHOTO CKPMHUHTA: BBISBIISIC-
Moe 3a00JIeBaHNE JOJIKHO SIBJISIThCSI BaXKHOI TTPOOJIEMOiA
IUIST 300POBBSI, TOJDKHBI CYIIECTBOBATh IIpUEMIIEMbIC Me-

MeoduyuHckas 2zeHemuka [Medical genetics] 2022; 21(1)



HAYYHbIE OB30PbI

MeduyuHckas zeHemuka 2022. Tom 21. Homep 1

REVIEW

DbI JieyeHUs OOJIbHBIX ¢ MarHOCTUPOBAHHBIM 3ab0seBa-
HUEM, TOJDKHBI OBITh B HAJIMYUU CPEACTBA TMarHOCTUKU
U JIeYeHU s 3a00JIeBaHMSI, TOJKHBI CYIIECTBOBATh MOIXO-
JSIIIKE TeCThI Uu ucciienoBaHus. MakTopbl, paccMaTpy-
BaeMble ACMG (AMepuKaHCKasl KOJIJIErust MeIULMHCKOM
TeHETUKU Y TEHOMUMKM) U IPYTUMU MPodecCUOHATbHBIMU
OpTraHU3alMsIMU TIPU ONIMOPTYHUCTUIECKOM CKPUHUWH-
re (MOMCK reHeTUYeCKUX BapMaHTOB, MIPUBOASIINX K KY-
pabebHbIM HacleACTBEHHBIM 3a00JIeBAaHUSIM MPU UCCIIe-
JIOBaHWU T€HOMa WUJIM DK30Ma MallMeHTa), BKJIIOYAOT TUIT
TeHEeTUYECKOro BapraHTa, COOTHOIIEHUE Yucia HOCUTe-
Jiell BapMaHTa B IPYIINe NalMeHTOB M KOHTPOJBHOM TPYyII-
e, pe3yabTaThl OLEHKU MaTOTEHHOCTHU C UCTTOIb30BAaHUEM
KOMITBIOTEPHBIX aJITOPUTMOB ITPOTHO3MPOBAHUS U (DYHK-
LIMOHAJIBHBIE UCClIeaoBaHus [56].

Bo MHorux crpaHax, riae UMEITCsl TeHETUYeCKU U30-
JIMPOBaHHbIE MOIMYISLMU, MPEATPUHUMAIOTCS 0COObIe
1Iarv K BHEAPEHUIO TeHETUYECKOTo CKpUHUHTA. [ToMmumMo
OOIIMX TPAAULIMOHHBIX B CTpaHe TIPOrpaMM CKPUHMHTA,
BBOJISITCSI TIPOTPAMMBbI PACIIIMPEHHOTO CKPUMHMHIA Ha HO-
CUTEJIbCTBO XapaKTePHbBIX 151 KaXK101 KOHKPETHOM MoITy-
Jisiuuu 3a0osieBaHuit [57]. BriepBble Takasi CKpUHUHIOBast
nporpamMMa, YYuTbhIBarolast STHUYECKUEe 0COOEHHOCTH MO-
MyJISILMU, OblIa BHEeApPEHa JIsl eBpeeB-alikeHasu B 1970 ro-
Iy ¥ OblJTa OpUEHTHPOBaHA HAa FeTEPO3UTOTHOE HOCUTETb-
ctBO Oojie3nu Tesi-Cakca. lanee B 1997 rony ACMG 65110
MPENIOKEHO BHEAPEHNE CKPUHUHTA TOTIOJTHUTEIBHO e111e
JUTS TpeX O0Jie3Hel ¢ ayTOCOMHO-PELIECCUBHBIM TUTIOM Ha-
cJieoBaHus: MyKOBUCIIMA03a, cuHApoMa Paitnu-Jles, 60-
ne3nu Kanasana [58]. C Havazna 2000-X rogoB ObLI1 peKo-
MEHIOBaH K CKPUHMHTY ell¢ psin 3a00yieBaHUI: 00JIe3Hb
Tomre, cunapom biyma, anemus @ankonu, 6oe3Hb Hu-
maHHa-ITuka u Mmykonunuao3 IV tuna. B nepBoe Bpems
JUISI CKPUHUMHTA UCITOIb30BAJICSI OMOXUMUYECKUI METO/.
OnHako BCKOpe, BBUAY CJyyaeB JOXHOIOJOXUTETbHBIX
pe3yJIbTaTOB, ObLIO PEIIEHO MPOBOAUTH AUATHOCTUKY 10-
MOJHUTEIbHO MOJIEKYISIPHO-T€HETUYECKUMU METOJAMMU.
bbuin poBesieHbI MCClIe0BaHusI, B PE3YIbTaTe KOTOPHIX
MPEeUMYIIECTBO UCTIOJb30BAHUST MOJIEKYJISIPHO-TeHEeTUYe-
CKOT0 METO/Ia CTAaJI0 HEOCTIOPUMBIM [59].

B ®unistHAMY TakKe pacCMaTPUBAIOT BOBMOXHOCTH
BHEAPEHUS MPOrpaMM paclIMPpeHHOIo CKpUHUHTIA, OfHa-
KO CYIIECTBYET HECKOJIKO aCMIEKTOB, KOTOPbIE YCIOXHSIOT
aTOT npouecc. Hampumep, 4acTOThl HOCUTEILCTBA HACTEI -
CTBEHHBIX 3a00JIeBaHUI CUJIBHO PA3HSTCS B 3aBUCUMOCTU
OT peruoHa CTpaHbl, a o0111as MOMyJISILIMOHHAs YacToTa Ba-
pbupyet oT 1:45 no 1:200, yTo MO CpaBHEHUIO C TAHHBIMU
1o HocuTebCcTBY Oose3Hu Tesi-Cakca y eBpeeB-alllkeHa-
31 3HAUMUTEIbHO HIKe. Takke HerocTaTouHa MHMOpMUpo-
BaHHOCTb TpaxkaaH OUHISTHAMY O HACIeACTBEHHBIX 3200~
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JIeBaHUSIX. DTU (DaKThI, IO MHEHUIO HEKOTOPBIX aBTOPOB,
JieJlaeT BHEAPEHYE TaKOTO PaCIIMPEHHOTO CKPUMHUHIA 9KO-
HOMUYECKU MeHee 3(D(EeKTUBHBIM 10 CPAaBHEHUIO C Tpa-
JULMOHHBIM [60]. CyllecTByIOT KOMMEpYeCKUe OpraH13a-
LIVU, TIpeIararoliye YCIyru CeJIEKTUBHOTO CKPMHMHTA Ha
ayTOCOMHO-PELECCUBHbIE 3a00JIeBaHUST MOJIOJBIM TTapaM,
IJIAHUPYIOIIUM OepeMEHHOCTh, HO 3TO OTpaHUYMBaET 3(-
(beKTUBHOCTH CKPUHMHTA B BUY TOTO, YTO HE BCE UMEIOT
(brHaHCOBYI0 BOBMOXKHOCTb BOCIOJIb30BaThCS JAHHOM yC-
Jyroii. TeM He MeHee MUCIOJIb30BaHWEe TeHeTUIECKOM MH-
(opmarum st 061IECTBEHHOTO 3IPABOOXPAHEHMSI BOIILIO
KaK OJIMH U3 ITYHKTOB B IPOTPaMMY CTPaTerM4ecKoro pas-
Butust @unnsinauu [61]. PazButrie MeTOIOB MOJIEKYIISIP-
HOW JMarHOCTUKU B ITOCJIEIHKE TOAbI OTKPHLIO BOBMOXKHO-
CTH ISl CO3IaHMsI CTIeIIMaIbHBIX MMaHeei 1JIsl TeHeTnYe-
CKUX TECTOB, OCYILIECTBIISIONIMX IETSKIINIO TeHETHUECKIX
BapuaHTOB, cHeHUMUUHBIX 11T PUHCKON TTOMYJISIIIUM,
110 OTHOCUTEILHO HU3KOM 1ieHe. Bce aTo siBisieTcst ocCHO-
BaHUEM JUISI BHEIPEHUSI CKpUHUHTA HAa HOCUTEIBCTBO Ha-
CJIEICTBEHHBIX 3a00JIeBaHUI, XapaKTEPHBIX [JIS1 TTOITYJIsI-
LMY STHUYECKKUX (PUHHOB [62].

B Careneii-Jlak-Cen-2Kan (SLSJ), peruoHe Ha ceBe-
po-BocTtoke KBebeka B Kanane, roe mpoxuBaet 277786
YeJIOBEK, Ha0II0aeTCsl HAKOIUIEHUE Psiia ayTOCOMHO-Pe-
LIECCUBHBIX 3ab0oJieBaHUlt: cuHapoma Jlest ¢ppaHKo-Ka-
HaJICKOTO TUIIa, HACJEACTBEHHON TUPO3MHEMUM 1 THIa,
ayTOCOMHO-PelIeCCUBHOM cracTuyeckoit arakcuu Ilap-
neBya-CareHeii u cuHapomMa AHaepmaHa. YactoTa HoCH-
TEJIbCTBA 3THX 3a00JIeBaHUIA B JAHHOM MOIYJISIIUK Bapby-
pyet ot 1:19 no 1:23. B Hos16pe 2010 roga mo nuHULIMaTUBE
MuHuctepcTBa 3apaBooxpaHeHusi KBebeka Oblia 3amylie-
Ha IMWJIOTHAsI TporpaMma CKpUHUHTa HaceseHust. Ha Mo-
MeHT npoBeaeHus1 olieHKH (¢ 2010-2012) 6110 00CIeI0BA-
Ho 3915 venosek. [TunoTHas nmporpaMma rmo3BoJInIa BbIsi-
BUTD 846 HOCUTEJIEH 11O KpaitHeil Mepe OHOTO U3 YeThIpeX
MPOTeCTUPOBAaHHBIX 3a00JieBaHmii [63].

B Hupepnanmax akTUBHO 00CYXKIaeTcsl 3amycK MUJIOT-
HBIX ITPOTPaMM CKPMHWHTA Ha HOCUTEJILCTBO YaCThIX Ha-
CJIEICTBEHHBIX ayTOCOMHO-PELIECCUBHBIX 3a00JIeBaHUIA.
Tak, oTaenoM reHeTUKY MenuIIMHCKOTO LIeHTpa YHUBEP-
cuteta 'ponunrena (UMCG) B Hungepnannax Oblia pa3-
paboTaHa M yTBepXIeHa TUarHoCTUYecKasl MaHeb 1T
CKPUHMHTAa MOJIOJIBIX Map U 6epeMeHHbIX Ha HOCUTEJIb-
cTBO 50 TSKENbIX (hOpM ayTOCOMHO-PELIECCUBHBIX 3a00-
JIeBaHUU ¢ paHHEel MaHUbecTaluei, 1Sl KOTOPbIX HE Cy-
LIECTBYET CIIOCOOOB JIeYSHUsI, IJIsSI BHEIPEHUS B CUCTEMY
OOIIIECTBEHHOTO 3IPaBOOXPaHEHMSI.

Taxoke ecTb cBelgeHUsI 0 pa3paboTKax JIOKAJIbHbBIX MPO-
rpaMM CKPUHMHTIA JJISI OTACJbHBIX MaJOYUCICHHBIX TI0-
MyJISIIUA, B KOTOPBIX HAOIIOAAeTCs HAKOTIJIEHUE ayTO-
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COMHO-PELIECCUBHBIX (POPM HACTEACTBEHHON MaTOIOTUU
M0 MPUYMHE TEHETUYECKON U30ISILIMU U OJIM3KOPOICTBEH-
HbIX OpakoB. Takasi mporpamma ObuIa MpemiokKeHa s
nonyjsiliuy OAHOI 13 nepeBeHb B M3pansie, rae npenumy-
LIECTBEHHO MPOXUBAIOT apadbl-MycyibMaHe. CKPUHUHT
MPOBOJMJICS Ha HOCUTEJbCTBO ayTOCOMHO-PELIECCUBHOM
(bopMBI YMCTBEHHOI OTCTAJIOCTH TIPU TOIEPKKE MUHHU-
cTepcTBa 3ApaBooxpaHeHus1 M3pauss B paMKax rocyaap-
CTBEHHOM ITPOrpaMMBbI 10 TPOGMUIAKTUKE BOSHUKHOBEHMSI
YacCThIX HACJIEACTBEHHbIX 3a00eBaHuil. B nccienoBaHu-
SIX y4aCTBOBAIM 524 GepeMeHHbIe XKEHIIMHbI, U CPENU HUX
OBLIO BBISIBJIEHO 47 TeTepO3UTOTHBIX HOCUTEICI MyTallu1
G408fsX437 B reHe CC2D 1A, accounupoBaHHOI C ayTOCO-
MHO-PeLEeCCUBHOM (pOpMOIi HECUHIPOMAaIbHOM YMCTBEH-
HOI OTCTaJI0CTH B MOMyJIsiuuu apadoB B Mzpanie [64].

B nuteparype yxxe uMeloTcs cBeneHus1 00 3deKTrB-
HOCTHU TaKUX MPOTPaMM JIOKAJIbHOTO TMOIMYJISILIMOHHOTO
CKPUHMHTA: TaK ObUIM CHUXKEHBI YaCTOTHI [3-TaJlacCeMMU,
CepIOBUIHO-KJIETOYHON aHeMur Ha 70% B TOMyJISILMSIX
CpenuzemHoMopbst, Ha 90% — Gone3nu Tes-Cakca 'y eB-
perickoro HaceneHust B CoenrHeHHbIX LlITaTax AMepuku
u B Kanane [4].

3aknyeHne

B reneTnyecKku M30JIMPOBAHHBIX MOMYJISIIIMSIX MUPa
OCTPO CTOMT IIpoOJieMa HAaKOIUICHUSI HaCJeICTBEHHBIX
3a00JIeBaHMIT, TUATHOCTHUKA KOTOPBIX OCJIOKHSIETCS 3T-
HOCTIEITM(PUIHOCTHIO BBI3bIBAIOIIMX X MyTaumit. C pas-
BUTUEM COBPEMEHHBIX ITOAXOJ0B JUATHOCTUKY T€HETUYE-
CKUX 3a00JIeBaHUI ITOSIBUIACH BO3MOXKHOCTD IIPOBEICHMS
pacIIMpeHHOro CKPMHMHTA Ha HECKOJIBKO COTEH 3a00J1¢e-
BaHMI Iaxke IS TeX Map, Y KOTOPBIX HET prUcKa POXIe-
HUs AeTeil ¢ matonorueii. Ho HecMoTps Ha 3To, yacToTa
HOCUTEJIBCTBA U CIIEKTP MyTalllii B TeHaxX, 00yCIIaBIMBa-
FOIUX T¢ WJIM MHBIC HACJICICTBEHHBIC 00JIE3HH, B M30JI1-
POBAHHBIX MOITYJISIIIUASIX, MOTYT CYIIIECTBEHHO Pa3HUTH-
cs, IO CPAaBHEHMIO C TTOKA3aTeNISIMUA B CTpaHE WA MUPE.
HMMeHHO TTo3TOMY [UTSI KaXKIOM TaKO# TOITYJISIIIAY TPeOy-
[OTCSI MTHIWBHUIYAIbHBIC TIOIXOIbI, YIUTHIBAIOIIINE €€ STHU -
YecKre 0COOCHHOCTHU 1 TIpejIararolre aneKBaTHbIC T1a-
THOCTUYECKME MHCTPYMEHTHI [IST pean3allii U BHEIpe-
HUSI IPOTPaMM MaCcCOBOTO CKPUHUHTA.
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