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MpencTaBneH HO30M0rMYECKUIA CNEKTP MOHOTEHHbIX HacIeACTBEHHBIX 6one3Helt (MHB) B Tpex pairioHax Pecrybnukn CesepHas OceTus
AnaHus (PCOA) - MNpaBobepexHoM, ApaoHCKOM 1 KnpoBckoMm, obLeit uncneHHocTbio 119 590 yenosek. O6cneoBaHO BCe HaceneHne
palioHOB MO NMPOTOKOJY reHeTVKO-3MMAEMUOSIONMUECKX NCCnefoBaHni (paspabotka OIEHY «MIHL»), BbisBNEHO 1 AMarHOCTMPOBaHO
600 naumeHToB (13 418 cemelt) ¢ pasnmuHbiMm MHB. Bcero BbisiBneHo 135 Ho3osornyeckrx ¢opm — 65 ¢ ayTOCOMHO-AOMMUHAHTHBIM TUMOM
HacnegoBaHuA (ALl), 57 c ayTocoMmHo-peLieccrBHbIM (AP) 1 14 ¢ X-cuenneHHbIM (X-cu.). OnpefeneHbl pacnpoCcTpaHeHHOCTb 3a60eBaHWIA,
yacTble 1 pefKme Ho3omnornyeckre popmbl. [poBeaeHO CpaBHeHME HO30/I0MMYECKOTO CMeKTPa U pacnpoCcTpaHeHHOCTY oTaenbHbIX MHB
C TaKOBbIMY B paHee 06C/eoBaHHbIX MOMYNALKMAX eBPONenckor Yactn Poccun. BoisiBneHbl ocobeHHoCTU pa3Hoobpasua MHB. bonee
BbICOKME 3HaYEHNA PacpOCTPaHEeHHOCTH, YeM B Apyrux nonynaumax PO BoiasneHbl cuHapom Snepca-[aHnio, MMoTOHMYecKan AUCTpo-
A, HecHapoManbHas YMCTBEHHas OTCTASIOCTb C PA3NINYHBIMM TUMaMV HACNEA0BaHNSA, Pa3finyHble GOPMbl MUFMEHTHOTO PETVHWTA U
Ap. Pap 3aboneBaHunii, YacTbix B 06CnefoBaHHbIX peroHax PO, HA060POT, BCTPeUannch pexe — ByrbrapHbIil UXTVO3, Hepodurbpoma-
TO3, HaC/NIeACTBEHHAA MOTOPHO-CEHCOPHAsA HENPOMATUA U XTUO3MPOPMHAsA SPUTPOLEPEMUS.
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In this article we present the nosological spectrum of monogenic hereditary diseases (MHD) in three districts of the Republic of North Osse-
tia — Alania (RNOA) - Pravoberezhny, Ardonsky and Kirovsky, with a total population of 119,590 people. The entire population of the dis-
tricts was examined according to the Protocol of genetic and epidemiological studies (developed by the Federal state budgetary Research
Centre for Medical Genetics), 600 patients (from 418 families) with various NBS were identified and diagnosed. We identified 136 nosolog-
ical forms of MHD - 65 with autosomal dominant type of inheritance (AD), 57 with autosomal recessive (AR) and 14 with X-linked (X-lin.).
We determine the prevalence of diseases, frequent and rare nosological forms. The nosological spectrum and prevalence of individual
MHD were compared with previously surveyed populations in the European part of Russia: Kirov, Kostroma, Arkhangelsk, Tver, Bryansk,
Rostov regions, Krasnodar territory and the Republics of Karachay-Cherkessia, Adygea, Tatarstan, Bashkortostan, Mari El, Udmurtia and
Chuvashia. Features of the MHD diversity are revealed. With higher prevalence values than in other populations of the Russian Federation,
Ehlers-Danlo syndrome, myotonic dystrophy, non — syndromic mental retardation with various types of inheritance and various forms of
retinitis pigmentosa, etc. A number of diseases that are frequent in the Russian Federation have shown on the contrary lower prevalence
values — vulgar ichthyosis, neurofibromatosis, hereditary motor-sensory neuropathy and ichthyosiform erythroderemia.
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BBepgeHue

acTosIIast CTaThsl TIPOIOJIKACT CEPUIO ITyOIMKa-

LW TI0 MEAUKO-TeHETUIECKOMY M3YIeHUIO Hace-

nenns Pecrryonmku CeBepHasg Ocetnst AraHus
(PCOA). Panee 6bL1a TIpencTaBiIeHa OTITOIMIEHHOCTh Ha-
CeJIeHUsI MOHOTEHHBIMM HAaCJIeACTBEHHBIMU OOJIE3HSIMU
(MHB) B tpex paitonax PCOA 1 6bUIH TTOKa3aHBI €€ BbI-
cokue 3HaueHus: B [IpaBobepexxHoM paiione — 4,860,277
(pactmpocTpaHeHHOCTH 1:218 4yeoBeK), APIOHCKOM —
4,951+0,481 (1:178), Kupockom — 5,88+0,428 (1:191).
BrisgBieHa 3HaUMTEIbHAS BapHallds MEXIY pailoHAMM 10
OTITOLIEHHOCTU Bcemu TunaMu MHDB B ropoackux u cesb-
ckux nomyssiiusix: ot 7,91+0.,94 (1:135) B cesbcKoit MecT-
HOCTH ApIOHCKOTrOo paiiona 1o 3,67£0,305 (1:289) B r. bec-
JaH [1].

I'py3a MHD ckiianbiBaetcs U3 00JbIIOTO Yuciaa cemei
¥ OOJIBHBIX C Pa3IMYHBIMU HO30JIOTMIECKUMI (hopMaMU pa3-
HOOOpa3HoI maronoruu. B rmocnenHme roasl ¢ yCoBepIlIeH-
CTBOBaHMEM AMAarHOCTUYECKUX Bo3moxkHocTteii MHDB (cek-
BeHMpoBaHue 1o CaHTepy, UcCe0BaHNe KITMHUTYECKOTO 9K-
3oma 1 reHoMa MeTofioM NGS) 3HaUnTeTbHO paciipuiioch
Hallle MpeaCcTaBlIeHe O TeTepOreHHOCTH 3a00JieBaHUi CO
CXOXXUMHU KIIMHUYECKUMHU TTPOSIBJIEHUSIMU, YTO TTO3BOJIMIIO
BBIIEJIUTh MHOXKECTBO TeHeTnueckux opm. MccnenoBanue
pa3HooOpa3usi MHD siBisieTcst He MeHee BaXKHOM XapaKTe-
PUCTUKOI MOIYJISILIVIH, TIO3BOJISTIONIEE OICATh ITATOIOTYe-
CKYIO 9aCTh TEHOMA TTOITYJISIITAN /STHUIECKOM TPYIIIIHI 1 IT0-
JTIOMTH K U3YYEHUIO KaK (DYHAAMEHTATbHBIX, TaK U TIPUKJIAJI-
HBIX 3a1a4 MEeIULIMHCKON reHeTuku. PazHoobOpasue MHbB
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KasKIIOro Hapojia 1 TOIYJISILIMY XapaKTepu3yeTcsT crierduy-
HOCTBIO I YHUKAJIbHOCTBIO, 1 TIO3BOJISIET M3YYUTh JUTUTEITb-
HBII MyTh 3BOTIOIUY MatoreHoMa. C MpakTUIeCKON TOY-
KU 3peHUs] BBISIBIIEHUE XapaKTePHBIX JUIS PETMOHA YaCThIX
MHDB naeT BO3MOXXHOCTh MECTHBIM OpraHaM 3IpaBoOXpa-
HEHMsI OKa3bIBaTh KBATM(MUIIMPOBAHHYIO TIOMOIIb CEMbSIM,
BBISIBIISIST 3a00JIeBaHMST HA pAaHHUX CTamusIX, YIydlinast Ka-
YEeCTBO >KM3HM TALIMEHTOB M CO3/1aBast MPOMPMIaKTUIECKIE
nporpamMmsl [2—4].

Ieabio ucclie0BaHUs CTAJI AHAIM3 HO30JI0TMYECKOTO
criektpa MHB (ayrocomHo-nmoMuHaHTHOM (Al), ayrocom-
Ho-peneccuBHOi (AP) n X-cuereHHoit (X-c11.)) y Hacesie-
Hus Tpex paiioHoB PCOA (ITpaBobepexxHoro, ApaIoHCKOTo
1 KMpoBCKOro) 1 cpaBHEHME PacIipOCTPaHEHHOCTH OTIEIb-
HBIX 3200JIeBaHUI C TIOKA3aTeNISIMU, TIOJTy4eHHBIMU B paHee
00CJIeOBaHHBIX perMoHax eBporieiickoii yactu PO,

MeToabi

HaceneHue Tpex pailoHOB 00CI€I0BaHO TOTAJb-
Ho (119 590 yenoBeK) HE3aBUCUMO OT I0JIO-BO3PACTHOM
ctpykTyphl (ITpaBoGepexxHbIil — 59 712 yenoBek, ApAOH-
ckuit — 31 432, Kuposckuii — 28 416). Jluzaiin uccie-
JIOBaHWS OCHOBaH Ha pa3pabOTaHHOM MPOTOKOJE MeIu-
KO-T€HETUYECKOro oocieaoBaHUs HaceIeHUsT HeOOIb-
KX IO YUCJIIEHHOCTH Ty isiiunii (pa3padorka ®I'BHY
«MI'HL») u npuMeHsieTCsl KOJJIEKTUBOM Ha MPOTSIKE-
HuHM 35 J1eT Bo Bcex permoHax P® [5—7].

JaHHbIE 0 MalMeHTaX ¢ BPOXACHHOMN U MPEANOI0XKM -
TeJbHO HACJIENCTBEHHOU MaTO0TMel MOJIyYeHbl OT M-
HMHCKUX paboTHUKOB Tpex LIPB, 21 cenbckoit amOya-
Topuu U 10 dbenpamnepcko-akymepcKrux MyHKToB. Takke
HCIOJIb30BaHa UH(OpMAaIXs U3 TOMOJTHUTETbHBIX UCTOY -
HUKOB PETrMCTPALIMK: TaHHBIX 00 MHBaIMIAX (BKITIOYAsT MH-
BaJIMJIOB C JIETCTBA), U3 CIIELIMATN3MPOBAHHBIX TOMOB MH-
TepHATOB (1S cIabOCbIIIAIINX, CTA00BUASIINX, AeTeH
C OTCTaBaHMEM YMCTBEHHOTO Pa3BUTHS) U TOKYMEHTOB
n3 Menuko-reHetudeckoit KoHcyabraiuu (MI'K) PCOA.
OO01MIii CUCTEMATU3UPOBAHHbBIN CITUCOK IS OCMOTpa CO-
ctaBw okoJio 3000 ceMeil ¢ peAnoNOKUTETbHO HACIe I -
CTBEHHOU W BPOXIEHHOI IaTOJOTHEl, KOTOPbIe OBLIN
00cJie10BaHbl KOJJIEKTUBOM Bpayeil pa3iuyHoOro npodu-
Ji1 u3 1. MockBbl 1 MI'K PCOA (reHeTukoM, reauaTpoM,
HeBpoJiorom, o raabmoiorom, JIOP-Bpauom, oprorneaom,
nepMmarosiorom). I1pyu AMarHoCTUKE UCIOAb30BaHbI CTaH-
JapTHBIE METO/IbI KTMHUYECKOTO, MEINKO-TeHETUIECKOTO,
JJabOpaTOPHOTO U CHELUATU3UPOBAHHOIO 00CIENOBaAHNS.
ITo mpockbe GOBHBIX C LEAbIO MOATBEPXKIAIOIIeH MoJie-
kynsipHo-reHeTnueckoii (B ®IT'BHY «MTI'HIl») u iutore-
HeTtuyeckoil (B MI'K PCOA) nrarHoCTUKU Yy MalMeHTOB
B3sITa KpoBb. [laliueHTamM ¢ XpOMOCOMHOI U MHOTO(aK-
TOPHOI MaTOJIOTME MPOBEIEHO MEIUKO-TeHETUUYECKOE

KOHCYJIBTUPOBaHNE, HO U3 aHaJIM3a pasHooopasuss MHDB
nckmoueHbl. [TonTeepxnatonast MOJIeKyISIPHO-TEHETHYE-
cKasl IMarHoCTuKa BbimojiHeHa 101 manueHTy B CTpyKTyp-
HeIX nogapasaeneHnsx ®T'BHY «MT'HIL».

ITpu obGcnenoBaHUM Bce MalMEHTHI (B cllydyae Heco-
BEPIIEHHOJIETHUX — WX POAMTEIIN) TIOAIICAIN TTMChbMEH-
HOEe MH(POPMHUPOBAHHOE COTIache Ha TOOPOBOJBHOE y4a-
CTHUE B UCCIEI0BAaHUM, OCMOTpP Bpayamu, hoTorpacupoBa-
HUe, 3a00p U UCTOJIb30BaHUE OMOJIOTMYECKOro MaTepuana
(KpoBb, MOYa), MyOJIMKALIMIO B Hay4YHOU neuatu. Hactos-
111ee TeHETUKO-3MUAEMUOJIOTUYECKOE UCCIeIOBaHME O0-
opeHo atnyeckuM komuterom ®I'BHY «MI'HL» (ripoto-
kost No7 ot 20.12.2017).

P23y1'l bTaTbl N OGCV)KAEHI/IE

B pesynbTaTte mpoBeIeHHOIO MEIMKO-TeHETUIECKO-
ro obcnenoBaHust HaceaeHus: [IpaBobepexxHOro, ApaoH-
ckoro 1 Kuposckoro paitoHoB PCOA nocie npoBeieHHO-
TO CerperallMoHHOTO aHaJIM3a 3aperucTpupoBaHo 135 Ho-
3ojoruueckux popm MHB (600 6GonbHbIX 13 418 cemeit):
¢ AJl Tunom HacjieaoBaHUsI 65 HO30J0rMYECKUX GOPM
(336 60abHBIX U3 201 cembu), ¢ AP — 56 (227 GOJNBHBIX
n3 181 cembr) u ¢ X-ci1. — 14 (47 60abHBIX U3 36 ceMeit).
Pacnpoctpanennocts MHDB B paccmaTpuBaemoii BEIOOpKe
cocraBwia 1:199 yenosek, uro cocrasisieT 0,5%.

B tabnuue npenacraBieHo pazHooopazue MH3, paH-
>KMPOBAaHHOE B COOTBETCTBUHU C PACIPOCTPAHEHHOCTHIO
3a00JieBaHUIl B aHAJIU3UPYEMOI BBIOOPKE Tpex pailio-
HoB: 1:20000 u vame, 1:20001-1:50000 u 1:50001 u pexe.
st cpaBHEHUS TTOJIyYeHHBIX PE3YJIbTaTOB B HACTOSIIIIEM
KCCJIEIOBAHUY B TaOJIMIIE TAaKXKe TPENCTaBICHbI CpeIHIE
3HAYEHMSI PaCIIPOCTPAHEHHOCTH 3a00JIeBaHMIA B paHee 00-
CJIeMOBaHHBIX TTOMYJISIIUSIX eBporielickoit yactu PD.

Copok ITh 3a00JIeBaHUIT BCTPETUIIOCH C PacIIpocTpa-
HeHHocThlo 1:50000 u yaine. bonbinas yacTh BbISIBIECH-
HbIx yacTeix MHDB yxxe BcTpeuanoch B paHee 00Cie10BaH-
HBIX MOMyJIAIUsAX Poccru ¢ pacrpocTpaHeHHOCThIO PaB-
HoI1 cpenHeii mo PD: HecuHapoMalbHast HeiipoceHCOpHast
TYTrOyXoCTh, (DEHWJIKETOHYPHUSI, CIIMHAIbHAs aMUOTPO-
ust, BpoxkneHHbIe GOPMBI KaTapaKThl, TUTTOXOHIPOTLIA-
3us, cuHIpoM MapdaHa, 1anoHO-TMOA0IIBEHHAs KepaTo-
JIePMUST, CHHIAKTWINS | TUTIA, TUTIOTUPEO03 BPOXKIEHHBIIM
U T.0. [7—12]. OnHako BbISIBIEHBI BBICOKHE 3HAUYEHUSI pac-
MPOCTPaAaHEHHOCTH HEKOTOPBIX YacThix MHB B HecKoJbKO
pa3 IpeBkbIamnme cpenaue mo PO.

Cpenu AL MHDB ¢ HauGonbiieil pacnpocTpaHeH-
HOCTBIO BCTPETIJICSI CMHIApOM Diepca-Jlanno — 78,608
Ha 100000 yesoBexk (cpenHsist mo PD 13,620/100000 ¢ Ba-
puaineit mexay nomyiasuusimua ot 72,105 B Pecryonu-
ke KapavaeBo-Uepkeccus no 6,980 B Kuposckoii ob1a-
ctu). Bo Bcex 3aperucTpupoBaHHBIX CEMbsIX 3a00JIeBa-
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Tabnuya 1
Ho3onorunueckuii cneKTp MOHOreHHO HacneACTBEHHOI NaToNornm B Tpex paiioHax Pecny6nuku CeBepHasa Ocetus - AnaHusa
No | Ne Ne Apn | Kup | IlpaB | Bcero | PacnpoctpaneH.
Ne | Ne | OMIM fluarrios Ry [5|c[B|c[B]|c]B|Pcoa]coEup
PacnipoctpaneHHocTb vaiiie, yem 1:20000
1. PS130000 Cunnapom Diepca-/lanio Al | 173314 [27[15[34| 46 | 94 | 78,608 | 13,620
2. #220290 HeiipoceHcopHast TyroyxocTh AP | 6 | 6 [10|15]27 34|43 |55 45,994 | 21,256
3. PS249500 YMCTBEHHast OTCTAJIOCTh AP | 12]18[10[12| 14|24 | 36 | 54 | 45,158 | 12,281
4. PS309530 YMCTBeHHast OTCTaJIOCTh XP [3|4]|2|4|8 151323 38,466 | 12,565
5. PS156200 VYMCTBEHHAs OTCTAIOCTh AD [ 2(5]2]4(15|22]19]31
6. 6 | #617752 YMcTBeHHas otcTanocts, A, 49 A |1 |1 1|1 275971 5,043
7. 7 | #160900 MuoToHuyeckasi iuctpodusi ADd |25 112213 |27122,579 | 1,767
8. |8 #610359 TTurMeHTHbI peTUHUT, 33 Al 4181 |1]5]9
9. 9 | #600059 [TurMeHTHbII peTUHUT, 13 Al 1111 [1
10. | 10| #618826 [IUrMeHTHBI peTHHUT, 88 Al L{2)1]2]|15889 | 3,476
11. [ 11| #172870 | [lurmeHTHas napaBeHO3Has XOpuopeTuHalbHasg auctpobus | AL 1|11 1
12. [ 12| #136880 BenotoyeuHas AucTpodust CETYATKI ALl 316(3]6
13. | 13| #300624 Cunapom Mapruna-bemn XP 517 517 |11,707 | 0,089
14. | 14| #148700 JlamoHO-IMOIOIIBEHHAST KEPATOAEPMMUSI AD|[3[6|3|6[2]|2)| 8 |14]11,707 | 8,605
15. [ 15| #148300 KepatokoHyc A0 |3 (42|27 ]|7|12]|13]10,871 | 0,285
16. | 16 | PS251200 Muxkpotedanusi, oTuropeHus AP [ 3|53 43 |3]|9 |12]10,035| 4,416
17. {17 181800 WamonaTuyeckuii CKoJIMo3 AD |3 (5225510121 10,035| 1,966
18. [ 18| # 310700 BpoxmaeHHbII HUCTarM XP 516 516 |10,035| 2,835
19. | 19| #274400 I'umoTrpeos BpOKIEHHBI AP | 1|13 (3|5|5]9]|9]| 7,526 | 2,963
20. [20 | #309580 CHHIPOM YMCTBEHHOI OTCTAJIOCTH, TYTOYXOCTH, HaHu3Ma, | XP 314|341 6,69 | 0,278
TUTIOTEHUTATIN3MA
21. (21| #173900 [Monukucros nouek A 315 11214715854/ 0114
22. |22| #261600 DeHMITKETOHYpHUSI AP [ 3|3 3146|7585 | 4,132
23. | 23| PS116200 BpoxkneHHast KatapakTta A [2]2]1]1 313
24. | 24| #116600 BpoxmeHHas katapakra, 6 THIT A0 |13 113 018 | 6,126
25. |25 | #118100 Cunnpom Kimmmensa-Deiins AD | 1|1 [4|4|1|1]6]|6]| 5018 0,627
Pacnipoctpanennocts 1:20001-1:50000
26. | 1 | PS251280 | Mukpouedanus, onurodpeHus, criactudeckasi maparierust | AP [ 4 [ 4| 1 | 1 515 4,181 0,883
27. | 2| #165500 ATpodust 3pUTEIbHBIX HEPBOB A |13 1|11 ]|]1]3]5] 4181 1,083
28. | 3| #613704 BpoxneHHblit MUKpODTATBEM A |12 1{3]2]5] 4181 H/I
29. | 4 | PS268000 [TurMeHTHbII pETUHUT AP 3131313
30. | 5| #613801 IMurmeHTHbII peTuHUT, 40 AP L1 1] 1| 4181 | 4,274
31. | 6 | #615233 TTUrMeHTHBIN pETUHHUT, 66 AP 1 111
32. | 7| #137580 Cunnpom XKunsi-ae-ns-Typerra Al L1243 |5] 4181 | 0,427
33, | 8 | #154700 Cunapom Mapdana AD [ 1[3]1]2 2| 5| 4,181 | 2,992
34. | 9 | PS124900 HeiipoceHcopHasi Tyroyxoctb Al 21412 | 4| 3,345 | 5,000
35. [ 10| #202010 AJIpEHOTEHUTAIbHBIN CUHIPOM AP 1|1 |3|13]|4]| 4] 3,345 | 0,25

IIpodonscenue mabauyst cm. Ha cmp. 14.
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No | Ne Neo Apn | Kup | IlpaB | Bcero | PacmpocrpaHeH.
Ne | Ne|  OMIM Huarrios TS5 c|B|c|B|Pcoa |coEup
36. | 11| PS303350 Cnactuueckas naparierus LLTpromnens AD |1 [ 1| 1|1}{1]2]| 3] 4] 3,345/ 0,969
37. (12| #307000 BposxneHnHas ruapotiedanus XP[2]2 2| 2| 3,345 | 0,778
38. | 13| #613926 | MeransnuedanbHas JieiikoaHIehaaonaTus ¢ moAKOPKOBbI- | Al 1141 ]| 4| 3,345 H/I
MU Kuctamu 2B
39. | 14| #146000 T'unoxonaporuiasus ALl L2122/ 4] 3,345 | 4,587
40. | 15| #613118 | Tpombobuus, cBs3aHHasI ¢ neuuToM aHTuTpoMGuHa 111 | AJT 11411 ]| 4| 3,345 H/I
41. | 16 | PS119530 CuHapom opo-dannaibHbIi A |34 314 3,345 | 0,114
42. [ 17| 235000 CHUHIPOM reMUrnnepTpoum Al 21031213 2509 H/I
43. [ 18| #185900 Cunpaktuust, AN | A [ 1211 2| 3| 2,509 | 2,393
44. | 19| #253550 CnuHanpHas aMuoTpodus 2 TUI AP [ 1] 1 1|1
45. |20 | #253400 CriHanbHasi amuoTtpodust 3 TUm AP 1|12(1]2 2309 1 2,023
46. | 21| #182601 | Cmactuueckast maparuierust LTprommesis ¢ mo3aHuM Havyaniom | AJl 113(1] 3] 2509 1,197
47. | 22| #262400 [TaHTUIOMUTYUTAPU3M AP 2021 [1|3 3] 250 | 2023
48. | 23| #604229 JlucreHes mepeaHero oTesa ras3a 5 TUI Al 21031213 2509 H/I
49. | 24| #165550 A3H c katapakToii A |13 1|3 2,509 | 0,342
50. [ 25| #618000 CuHapoM Drepca-JlaHio AP [ 1] 3 1131 259 | 0,712
PacnpoctpanenHocts 1:50000 1 pexe
51| 1| #118220 HMCH, tun 1A ALl r|1|(1t|1] 083 | 6610
52. | 2| #162200 Heitpodubpomaros 1 tuma Al L1111 2|2f] 1673 | 5670
53. 13 #158900 JInne-nonarouno-ruteueBast [TM/I JTanay3u-JlexeprHa AJl 1111 1| 0,836 1,111
54. | 4| #164300 OkynodapuHreanabHast MbILLIEYHAast TUCTPODUS Al 1|1]1 1] 0,836 | 0,342
55. | 5| PS600512 Kpunrorennast hokaabHast anuierncust (JJooHast) A |11 1|11 0836 H/I
56. | 6 | #117000 BoJie3Hb LIEHTPATbHOTO CTEPIKHS AJl 11| 1] 1] 0836 | 0,085
57. | 7| #614847 Dnuencust uIMonaTuieckas, oMroGppeHus AJl L1 1|1]0836 H/I
58. | 8 | PS190300 BDcceHIMaNbHBIN TpeMOop A [ 1|2 1|2 1,673 | 0,456
59. | 9| #191100 TybGepo3Hblii cKIIepo3 Al 112 1] 2] 1,673 | 0,940
60. | 10| PS300345 KonobomaTo3Hblit MUKpOGhTAIbM A |11 1 1| 0,836 | 0,427
61. | 11| #603383 BpoxmneHHast rimaykoMa A |11 1] 1] 0,836 H/I
62. | 12| #120200 BpoxneHHas Koroboma Al 2021221 1,673 | 1,396
63. [ 13| #146700 BysbrapHblii UXTHO3 ALl L1 |(1{2]|2] 1673 | 18,407
64. | 14| #183600 DKTpanakTUIns A |11 1(1]2]2]| 1,673 | 1,681
65. [ 15| #186000 Cunpaktuaust, Tan 11 Al I|1f{1]1] 083 | 1,026
66. | 16| #174500 IIpeakcuanbHast TOIMIAKTIIINS Al 1]1 1|11} 0836 | 1,254
67. | 17| PS108120 ApPTPOTPHITO3 TUCTATBHBII Al | 212 2 12| 1,673 | 0,171
68. | 18| #610713 BpaxunakTuiaun-cuHAAKTUWINU-OJIUTONAKTUINY cuHaApoM | AL | 2 | 2 2 (2 1,673 | 0,171
69. | 19 156000 BosiesHp MeHbepa Al 1]1 1111 0,836 | 0,513
70. [ 20| 184400 Anomanus HInpenrenst A |11 111083 | 0,285
71. | 21| #194200 Cunnpom Bosbda-ITapkuHcoHa-Yaiita A |11 1] 1] 0,83 | 0,085
72. | 22| #153400 CUHAPOM IUCTUXUA3, TUM(DATUIECKUIT OTeK Al L1 1|1]083 | 0114
73. 23| PS151100 Cunnpom LEOPARD ALl |11 |1]0836 | 0313

IIpodonscenue mabauyst cm. Ha cmp. 15.
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Ne | Ne Neo Apn | Kup | Ilpa | Bcero | PacmpocrpaneH.
Ne | Ne|  OMIM Hrarios TS5 c|B | C|B|Pcoa|corup
74. | 24| PS135900 Cunnpom Kodbduna-Cupuca ALl 1(1|1]1]083 | 0114
75. |25| #600145 CHUHIPOM KaydaabHOI PErpeccuu All 1|1 1| 1] 0,836 | 0,256
76. | 26| #123500 Cunnpom Kpysona Al L1ty 1]|2|2f} 1673 | 0,25
77. |27 173800 Cunnpowm [Monaxnna A [ 1|1 ]1]1 2| 2| 1,673 | 0,684
78. | 28| #161200 CUHIPOM HOI'TU-HAJKOJIEHHUK A | 112 112 1,673 | 0,142
79. [29| #618019 | Anomanus [lenbrepa-Xioera ¢ JerkMMu cKeaeTHbiMu aHo- | AL | 1 | 1 1111 0,836 H/I
MaJIsIMU
80. | 30| #180849 Cunapom PyouninTeitHa-Teiton ALl 1|11 1| 0,836 | 0,541
81. [ 31| #101400 Cunapom Carpa-YorceHa A |11 1] 1] 0,836 | 0,228
82. | 32| #142900 Cunpapom Xosra-Opama Al 1111 1| 0,83 | 0,883
83. [ 33| #178600 TlepBuuHas JieroyHasi TMIIEPTEH3UST AD |11 1 1| 0,836 H/I
84. |34 120040 CUHIPOM BPOXIEHHOM TyrOyXOCTH, Iporpeccupytomeit ka- | AL | 1 | 1 1|11 0,836 H/I
TapaKThl
85. |35 166800 OTtockiepo3 AJl 212 212 1,673 | 0,456
86. | 36| #211530 Cunngpom Bpayna-Buanerro-Bau Jlepe AP [ 1|1 1] 1] 0,836 H/IT
87. | 37| PS236600 BpoxienHast runpouedanvst AP I{1|{1y|1/ 083 | 0236
88. | 38| #277900 Bonesnb BunbcoHa-KoHoBasosa AP 1(1]1 1| 0,836 | 0,380
89. | 39| #613647 Cractuyeckas maparuierus ¢ aTakCueil 1 yMCTBEeHHOM oT- | AP 111 1] 1] 0,836 H/I
CTAJIOCTBIO
90. |40 217990 AreHe3ust MO30JIUCTOTO Tejla AP 1|1 1 1| 0,836 | 0,028
91. | 41| #250100 MertaxpomatudecKast JIEHKOIUCTPODUST AP 111 1111 0,83 | 0456
92. |42 | PS308350 | Drnunentuueckas sHUedaIonaTus, paHHsst UHaHTUIbHas | AP 112 1121 1,673 | 0,028
93. [ 43| #604219 BpoxxneHHast KatapakTa AP 1121 2] 1,673 | 2,992
94. | 44| #231300 BpoxmeHHas rimaykoma AP 11| 1]1] 083 | 0826
95. | 45| PS204000 BpoxnenHsrit amaBpos Jlebepa AP 11| 1]1]083 | 0912
96. |46 | #609218 lumnornasust 3puTeIbHBIX HEPBOB AP 1|11 1]11] 0836 H/I
97. | 47| #216820 XopeopeTuHasibHas KosioboMa ¢ runoruiasueii J3H AP [ 1|1 ]1]|1 2 12| 1,673 | 0,114
98. |48 | PS300345 Koso6oMaTo3HbIit MUKpOGhTATbM AP [ 1|1 1 1| 0,836 | 0,028
99. |49 | PS124000 | Cunopom mukpouedainu, onurodpeHuu, runotTonuu, ty- | AP | 1| 1 1|11 0,836 H/I
TOyXOCTH

100 |50 | #242100 HxTro3udopmHas 3puTpoaepeMust AP | 1|1 1|11 0,83 | 2,393
101. | 51| PS203100 ['Ma30-KOXHBII aTbOMHU3M AP 112 1|2 1,673 | 2,308
102. | 52| PS277300 CHOHIMIO-KOCTabHbBIN AU30CTO3 AP 1|11 |1}{2]2] 1673 | 0,484
103. | 53| #255800 XoHapoaucTpodudeckass MUOTOHUS AP | 1|1 1|11 0836 H/I
104. | 54| 217100 CUHIPOM aMHUOTUYECKUX MEPETKEK AP | 1|1 111221 1,673 | 1,254
105. | 55| #143500 Cunapom XKuibbepa AP 212 2|2 1,673 | 0,570
106. | 56 | #216400 Cunugpom KoxkkeitHa AP 1|1 1|11 0,83 | 0,256
107. | 57 | #216550 Cunapom Kosna AP | 1|2 1 2 1,673 0,256
108. | 58 | #610042 Cunapom ITur-XonknHCcK AP I{1]1]1] 0836 H/I
109. [ 59| #210600 Cunnpom Cexkenst AP 11 111|083 | 0,484
110. | 60 | #100100 CHHIPOM CIMBOBOTO XMBOTA AP [ 1|1 1{1]2]2]| 1673 H/I

IIpodonscenue mabauywt cm. Ha cmp. 16.
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Ne | Ne Neo Apn | Kup | Ilpa | Bcero | PacmpocrpaneH.
Ne | Ne|  OMIM Hrarios TS [cB|c|B|C|B|Pcoa|corup
111. | 61| #270400 Cunapom Cmura-Jlemun-Onuia AP | 1|1 1 1] 0,836 | 0,085
112. | 62| #610189 Cunnpom Cenbopa-JlokeH 6 AP I{2]1]2] 1673 H/I
113. | 63| 261800 Cunnpowm ITsepa-Pobena AP L1 |1f{2|2] 1673 | 0,285
114. | 64 | PS276900 CuHapoM Aniepa AP 111 1 1] 0,836 | 1,482
115. |65 264010 Cunapom Ypbana-Pomkepca-Maiiepa AP 112 1|2 1,673 H/I
116. [ 66 | 216100 Cunapom HOGepra-XeiiBopaa AP 1(2]1]2]| 1,673 | 0,085
117. |67 | 251800 CHUHIPOM MUKDPOTUU C aTPe3ueil HapyKHBIX CIIyXOBBIX Tpo- | AP L1y 1r]|2|2f 1673 | 0997
XOJIOB M KOHIIYKTUBHO# TYTOYXOCTBIO
118. [ 68 | #220990 CHUHIPOM aKpOKOJUTO3TbHBI AP L1 1] 1] 083 | 0,028
119. 169 | #214150 Llepe6pookynodaocKe eTHbIN CHHIAPOM AP I{1| 1|1/ 083 | 0085
120. [ 70 | #213980 LepedbpodannoTopakalbHbIii CHHIPOM AP I{2(1]2] 1673 | 0,028
121. [ 71| 613627 Cunnpom Llykaxapa AP [ 1|1 1 (1] 0836 H/I
122. | 72| #252500 Mykonununo3, Tuin 11 AP 1|1 1 1] 0,836 | 0,057
123. | 73| #230400 lanakTo3emust AP 2102122 1673 | 0,114
124. [ 74 | #219700 MyKOBUCLIMIIO3 AP 212 2|2 1,673 0,883
125. | 75| #616809 T'unepdocdarazusi c cCMHHIPOMOM YMCTBEHHOI oTcTanioctn | AP 111 1| 0,836 H/I
126. | 76 | #235510 Jlumbenema cuHapomManbHast, TUIT 1 AP 11| 1]1] 083 H/I
127. |77 | #308350 Cunapom Becra XP 1)1 1 1 1,672 H/I
128. | 78 | #313200 BynbbocnivHanbHas MbllIeUHast aTpodust XP [ 1]1 111 1,672 | 0,111
129. [ 79| #310400 MuotyOyisipHast MuonaTusi, X-clerieHHast XP [ 1]1 1 1 1,672 | 0,056
130. | 80 | #310200 MM diomenHa XP|1]1 1| 1] 1,672 | 3,058
131. [ 81| #300376 MMMJ1 Bexkepa XP|1]1 1| 1| 1,672 | 1,334
132 | 82| #303350 CRACH-cunnpom XP|1]1 1| 1| 1,672 H/IL
133. | 83 311050 ATpodust 3pUTETHHBIX HEPBOB 2, X-CIIeTIIICHHAsT XP[1]1 111 1,672 | 0,111
134. | 84 | #305400 CunpoM Aapckora X[ 111 1 1 1,672 1,779
135. | 85| #309520 CUHIPOM YMCTBEHHOI oTcTaocT ¢ MapdaHounHbiM de- | XP 1|1 1 1 1,672 | 0,056
HOTHUIIOM

ITpumeuyanue: T/H — tun HacnenoBaHust; Paitonsl: [TpaB — [1paBoGepexHblii; Apa — ApnoHckuii; Kup — Kuposckuii; PCOA — Pecniy6nnka Ce-
BepHast Ocerust — Ananusi; CpEUP — cpennsist pacripocTpaHeHHOCTD 1o 13 pernonam eBporteiickoit yactu P@; C — konuyecTBo cemeit, b — konu-
4yecTBO 00JIbHBIX, XP — X-cuernieHHbli peteccuBHbIi; X/ — X-cuerieHHblid AoMMHaHTHBII; [IM]] — nporpeccupyoniasi MblleuHast AMCTPObUsI;
HMCH — HacneacTBeHHasi MOTOpHO-CeHcopHas Heliponatusi; ASH — aTpodust 3puTeibHbIX HEPBOB.

HIUE HOCUJIO MYJIBbTUCUCTEMHBIN XapakTep. EmmHMYHBIC
ciyyand 0e3 9eTKOM KIMHUYECKOW KapTUHBI He BKITIOUE-
HBI B aHanmm3. C BBICOKOI pacIpoOCTPaHEHHOCTHIO, BHI-
e, 9yeM B Ipyrux peruoHax P® BeIgBIeHAa HECUHIPO-
MaJIbHasl YMCTBEHHAsI OTCTAJIOCTh C Pa3IMYHBIMM THIIA-
mu HacienoBaHus: AP — 45,158/100000 o6ciemoBaHHBIX
(cpenuss mo PD 12,301/100000), X-ci1. — 38,466 (cpenHsist
o P® 12,381 na 100000 my>xumn) u A — 27,597 (cpen-
Hss1 1o PD 12,301). YuuTeiBast, UTO B HACTOSIIIIEM HCCIIE-
noBaHuu ajis noarsepxnaroieit JIHK-nuarnoctukm mc-
TI0JIb30BaHO MCCIIe0BaHNE KIMHUUECKOTO 2K30Ma, IS
BO3MOXXHOCTH CpaBHEHUSI, B TAOJIMIIC TIPEICTABICHBI CPe/l-

HIUE 3HAaUYCHUST PACIIPOCTPAHEHHOCTH KIMHUYECKU CXO-
JKHX, HO TCHETUYIECKH Pa3TNIHBIX HO30JIOTMYECKUX (hOPM,
KOTOpBIe 00BbeAMHEHEHI TT0 TUIIaM HacienoBaHus (AJl, AP
un X-c11.). Y 7 mallMeHTOB U3 5 ceMeii ¢ yMCTBEHHOM OTCTa-
JocThio 13 KMpoBcKoro paifoHa MOATBEPXKICH NHMArHO3
cuHIpoM MapTtuHa-besur — BBISIBIIEHO aHOMaJIbHOE METH -
JIMPOBaHUE TTIPOMOTOPHOI obiactu reHa FMRI. Pacripo-
CTpaHEHHOCTh 3a00J1eBaHMs B pailoHe coctaBwia 49,268
MyX4anH (1:3552 MyKamH).

[IInpokas reHeTUIECKasI TeTEPOTEHHOCTD (JTOKYCHAsI)
BBISIBIICHA TP TMTMEHTHOM PETHUHUTE: TIITh TCHETHUECKIX
BapuaHTOB ¢ A/l TUTIOM HacjieoBaHMS (TUTMEHTHBIN pe-
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TUHUT 33, MUTMEHTHBIN peTUHUT 13, MUTMEHTHBINA PeTH-
HUT 88, MUTMEHTHasl IMapaBeHO3Hasl XOpUOPEeTUHAIbHAs
JucTpodusi, 6eoToueuHast IMCTPOPUS CETYATKU) C CyM-
MapHoi1 pacripocTpaHeHHoCThIo 15,889/100000 (cpemnHsisa
o P® 3,476) u Tpu Ho30I0TMYecKKe (popMbI ¢ AP Hacte-
JIoBaHUEeM (TTUTMEHTHBIN peTUHUT 40, MTUTMEHTHBIN pe-
TUHUT 66, TUTMEHTHBIN PETUHUT) C PACIIPOCTPAHEHHO-
cthio 4,181 (cpennsist mo PD 4,274).

B paccmaTpuBaeMBbIX Tpex paiioHax okazajiach O4eHb
BBICOKOI paclipOCTPaHEHHOCTh MUOTOHMYECKOM AUC-
Tpoduu 22,579/100000 (cpenHsist mo PD 1,767). BoisiB-
JieHo 27 OoJibHBIX U3 14 ceMeli, AMarHo3 MoATBEPXKAEH
JHK-anarHocTukoit. ¥ MHOrux nmaiueHTOB 3a00yieBa-
HUEe MaHUDECTUPOBAJIO B IETCKOM BO3pacTe U COMIPOBO-
JKAAJI0Ch 3aePKKOM YMCTBEHHOTO pa3BUTHUS. DTH 060JIb-
HbIe OBUTM BBISIBJICHBI Yepe3 MEAUIIMHCKUX PAOOTHUKOB
MMEHHO C TMarHO30M YMCTBEHHAas OTCTaJ0CTh. MaKcH-
MasibHOE yunciio ceMeit (11) u 60oabHBIX (22) 3aperucTpu-
poBaHo B [IpaBoGepexkHOM paiioHe, pacrpocTpaHEeH-
HOCTb 3a00J1eBaHUsl B KOTOpOM gocturia 36,844/100000
(1:2690 yesnoBeK).

C BBICOKOI pacIipOCTPaHEHHOCTBIO TAKKE BBISIBIIC-
HbI KepaTokoHyc ¢ AJl Turom HaciaenoBaHus — 10,871
(cpenustst o P® 0,285), maMomaTudecKUii CKOJIM-
03 10,035 (cpennsas mo PD 1,966), cunapom Kiumnme-
ns-Deting 10,035 (cpemnss mo PO 1,966), AP Hacieny-
eMas Mukpouedanus ¢ onurodpenueit 10,035 (cpennsist
o P® 0,627), a Takke X-CIEMIEHHBIA CUHIAPOM YMCTBEH-
HO# OTCTaJIOCTU C TYTOyXOCThIO, HAHU3MOM U, THITOTe-
HuTanu3MoM 6,690 (cpennsis mo P® 0,278), BpoxkaeH-
HBII HUCTArM, IMOATBEPXKIECHHBI MOJIEKYISIPHO-TEHETH -
yeckuMu Metogamu — 10,035/100000 My>kuuH (CpemHsist
o P® 2,835 mykauH).

B o6cnenoBaHHOIM MOITYJISIIIMK BBISIBJICHBI HU3KHE TI0-
Ka3zaTeJIu 4acTOThl BCTPEUYaeMOCTU BYJbrapHOTO UXTH-
o3a — 1,673/100000 (cpenuss nmo PD 18,407), Helipo-
dubpomatosza — 1,673/100000 (cpenusis mo PD 5,670),
HAcCJIEICTBEHHOW MOTOPHO-CEHCOPHOW Helponatuu
—0,836,/100000 (cpemnsis o PD 6,610), nxtro3ndopMHOI
aputpoaepemun — 0,836/100000 (cpentsist mo PD 2,393)

JIBajiIaTh mecTh HO30JOTUIECKUX (hOPM BIIEPBBIE M-
arHOCTHPOBAHBI B TEHETUKO-3TTUIEMUOJIOTUUECKHUX MCCIIe-
JIOBaHUSIX eBportelickoit yactu PD (rmomedeHbI B Ta0MIe
— H/n). bonbias yacTh 3a00J1eBaHUIi K HACIEICTBEHHbIX
CUHIPOMOB BBISIBJIEHBI B € IMHUYHBIX CEMbSIX.

IMonBons utorn aHanu3a pasHoodbpasruss MHDB B Tpex
paitonax PCOA, MOXHO caenath cieayloliee 3aKJoueHue:
BBISIBJICHHBII HAMU CIIEKTP HACJEICTBEHHON MMaTOJIOTUU
B ILIEJIOM XapaKTepeH M JUTSI IPYTUX TTOIYJISIIIUI eBpOTIeii-
ckoii yactu P®, ogHako, Kak 1 B OOJBIITHCTBE 00CIIEI0-
BaHHBIX HAMU TTOMYJISIIIMI HaOII01aeTcs ero creudud-
HocTb. C 6oJiee BHICOKUMU 3HAYEHUSIMU PacIPOCTPAHEH -

HOCTH, Y€M B IPYTUX TOIMyJISIussx PD BBISBICHBI CHHIPOM
Dnepca-JlaHno, MUOTOHUYECKast IUCTPOdUsT, HECUHAPO-
MaJIbHasi yMCTBEHHAsI OTCTAJIOCTb C Pa3IMYHBIMU TUTIAMU
HacJieIoBaHMs, pa3IMyHbIe (POPMBI MUTMEHTHOTO PETUHH -
Ta u np. HekoTopsie 3a001eBaHusT BCTPEYATUCh PEXE, YeM
B cpenHeM B PD, — BysibrapHbIii UIXTHO3, Helipodhubpoma-
TO3, HACJeACTBEHHAs] MOTOPHO-CEHCOpPHasi HeliponaTus
U uxTuosudopmHas aputpoaepeMusi. MzyueHue pasHo-
oopaszuss MHB B apyrux paiionax PCOA u 060011eHHBII
aHAJIN3 TEHETUYECKO CTPYKTYPhI UCCIIEAYEMOTO peruoHa
TO3BOJIUT MTOHSTH BBISIBJICHHbBIE pa3Tndus.

Jlntepartypa

1. Teroena 3.K., Kangpiies B.B., JIxamkuea M.1O., l'ankuna B.A.,
Tlepenenos A.B., Muxaiinosa JI.K., Teouesa 1.C., I'uurep E.K.,
3uHueHko P.A. Menuko-reHeTnyeckoe n3ydeHue HaceiaeHus Pe-
cryouku CesepHast Ocetust Ananus. [. OTSroieHHOCTb HacleI-
CTBEHHO! MaTojorueil B Tpex paitoHax. Meduyunckas eenemuka.
2019; 18(6): 34-42.

2. 3unuenko P.A., Expunnosa I.U., [TonsikoB A.B., T'untep E.K. Oco-
OEHHOCTHU PacIpOCTPaHEHUSsT HACIENCTBEHHBIX OOJIE3HEH B pa3iny-
HbIx onyJsiiusix Poccun. lenemuka. 2007; 43(9):1246-1254.

3. 3unuenko P.A., Exbunnosa I''U., I'ankuna B.A., Kupuios A.T.,
Aopykosa A.B., ITerposa H.B., Tumkosckast E.E., 3unyenko C.I1.,
Ilokapes P.A., Mopo3zosa A.A., bausHel E.A., Baccepman H.H.,
CrenanoBa A.A., TTonskoB A.B., I'uurep E.K. IuddepeHumnanus
9THUYECKUX Tpynn Poccuu 1o reHaM HacaeaCTBEHHbIX O0JIe3HE.
Meduyunckas eenemura. 2007; 6(2):29-37.

4. Dong-Dong Wu, Ya-Ping Zhang. Different level of population dif-
ferentiation among human genes. BMC Evolutionary Biology.
2011;11(16). doi:10.1186/1471-2148-11-16.

5. Tmurep E.K., PeBazoB A.A., Tananos M.W. u 1p. Menuko-reHeTH -
yeckoe n3yueHue HaceiaeHus: KoctpoMckoii obnactu: 2. PazHoo-
Opasue HACTIeICTBEHHOI MATOJIOTUH B TISITU paiioHax obiactu. [e-
nemuka. 1985; 21(8):1294-1301.

6. 3unuenko P.A., Kyues C.U., Anekcannposa O.10O., Tuntep E.K.
OCHOBHBIE METOIOJIOTHYECKHUE ITOIXOIbI K BBISIBJICHUIO U TUATHO-
CTUKE MOHOTEHHBIX HACJIEICTBEHHBIX 3200JI€BaHMI1 U TPOOJIEMBI B
OpraHu3aIy METUIIMHCKON MTOMOIIM W eIMHBIX TPOodUIaKTHIe-
CKUX TporpamM. [Ipobaembl couuanbHoll eueuensl, 30pasooxXpaneHus
u ucmopuu meduyunst. 2019; 27(5): 865-877.

7.  TI'murep E.K., Mamenosa P.A., Expunnosa .., Bpycunuesa O.B.
I'eHeTuyeckas cTpykrypa nomnyJsitinii Kuposckoii 061actu 1 oco-
OEHHOCTU TEPPUTOPUATBHOTO PACTIPEICICHUsI B HEll ayTOCOMHO-
pelieccUBHBIX 3aboneBaHuit. [enemuica. 1994; 30(1): 107-111.

8. Awmenuna C.C., lllokapes P.A., Kpuenuosa H.B., Xie6HukoBa
0.B., Expunnosa I'.U., 3unuenko P.A. 'eHeTMKO-3ITMIEMUOJIOTH -
yeckoe n3ydeHue PoctoBckoit obnactu. Meduyunckas eenemuia.
2005; 4(8): 371-377.

9. Mawmenosa P.A., Exbunnosa I'.U., CrapueBa E.A. u np. I'eHeTnue-
cKasl CTPYKTypa U Ipy3 HACJIENICTBEHHBIX OOJIE3HE B ITATH MTOTTYJISI-
nusix ApxaHrenbckoi oonactu. lenemuka. 1996; 32(6): 837-841.

10. Mawmenosa P.A., Kagomnukosa M.10., Bpycunnesa O.B. u 1p. Me-
TIMKO-TEHETHUYEeCKOe OMMCcaHNe HaceIeHUs IBYX paiioHoB KpacHo-
napckoro kpast. Tenemuka. 1999; 35(1): 68-73.

11. 3unuenko P.A., Enpuunosa I'.U., Pynenckas I'.E., lankuna B.A.,
Jlapuna T.1O., Kosnosa C.U., Mxesckuii I1.B., M'mutep E.K. Kom-
TJIEKCHOE TTOTYJISIITMOHHO- ¥ MEIUKO-TEHETUIECKOE U3YyIeHUE TBYX
paitonoB TBepckoit oomactu. fenemura. 2004; 40(5):667-676.

12.  3unuyenko P.A., Enpunnona I'.U., T'uuTep E.K. ®akTopsl, onpene-
JISTIONIUE PACTIPOCTPaHEHNE HACTIEICTBEHHBIX 0OJIe3HEN B pOCCUTA-
ckux nonyasiuusx. Meouyunckas eenemura. 2009; 8,12(90): 7-23.

MEONUNHCKAA TEHETUKA. 2020. N210

17



OPUT'MHAJIbHbBIE UCCZIEAOBAHUA

References

Getoeva Z.K., Kadyshev V.V., Djadjieva M.Yu., Galkina V.A.,
Perepelov A.V., Mikhailova L.K., Tebieva 1.S., Ginter E.K.,
Zinchenko R.A. Mediko-geneticheskoe izuchenie naselenija
Respubliki Severnaja Osetija Alanija. I. Otjagoshhennost’
nasledstvennoj patologiej v treh rajonah [Medical genetic study of
the Republic of North Ossetia Alania. 1. Load of hereditary pathology
in three districts]. Meditsinskya genetika [ Medical genetics/. 2019;
18(6): 34-42. (In Russ.)

Zinchenko R.A., El’chinova G.I., Poljakov A.V., Ginter E.K. Oso-
bennosti rasprostranenija nasledstvennyh bolezne;j v razlichnyh pop-
uljacijah Rossii [ Features of the spread of hereditary diseases in dif-
ferent populations of Russia]. Genetika. [Genetics]. 2007; 43(9):1246-
1254. (In Russ.)

Zinchenko R.A., El’chinova G.I., Galkina V.A., Kirillov A.G., Abru-
kova A.V., Petrova N.V., Timkovskaja E.E., Zinchenko S.P., Shok-
arev R.A., Morozova A.A., Bliznec E.A., Vasserman N.N., Stepa-
nova A.A., Poljakov A.V., Ginter E.K. Differenciacija jetnicheskih
grupp Rossii po genam nasledstvennyh boleznej [ Differentiation of
ethnic groups of Russia in the genes of hereditary diseases|. Medit-
sinskya genetika [ Medical genetics| 2007; 6(2):29-37. (In Russ.)
Dong-Dong Wu and Ya-Ping Zhang. Different level of population
differentiation among human genes. BMC Evolutionary Biology.
2011;11(16). doi: 10.1186/1471-2148-11-16.

Ginter E.K., Revazov A.A., Talanov M.I. et al. Mediko-genetiches-
koe izuchenie naselenija Kostromskoj oblasti: 2. Raznoobrazie nasled-
stvennoj patologii v pjati rajonah oblasti [Medical genetic study of
the population of the Kostroma region: 2. Variety of hereditary pa-
thology in five districts of the region|. Genetika. [Genetics]. 1985;
21(8):1294-1301. (In Russ.)

Zinchenko R.A., Kutsev S.1., Aleksandrova O.Yu., Ginter E.K.
Osnovnyye metodologicheskiye podkhody k vyyavleniyu i diagnostike
monogennykh nasledstvennykh zabolevaniy i problemy v organizatsii
meditsinskoy pomoshchi i yedinykh profilakticheskikh program
[Main methodological approaches to the identificationand diagnosis

of monogenic hereditary diseases and problems in the organization
of medical care and unified preventive programs]. Problemy
sotsial’noy gigiyeny, zdravookhraneniya i istorii meditsiny / Problems
of social hygiene, health care and the history of medicine]. 2019; 27(5):
865—877. (In Russ)

Ginter E.K., Mamedova R.A., El’chinova G.I., Brusintseya O.V.
Geneticheskaja struktura populjacij Kirovskoj oblasti i osobennosti
territorial’nogo raspredelenija v nej autosomno-recessivnyh
zabolevanij. [ Genetic structure of regulations and characteristics of
geographic distribution of autosomal recessive diseases in the Kirov
region|. Genetika. [Genetics]. 1994; 30(1): 107-111. (In Russ)
Amelina S.S., Shokarev R.A., Kriventsova N.V. et al. Genetiko-
jepidemiologicheskoe izuchenie Rostovskoj oblasti [Genetic and
epidemiological study of the Rostov region.]. Meditsinskya genetika
[Medical genetics] 2005; 4(8): 371-377. (In Russ.)

9.  Mamedova R.A., El’chinova G.I., Starceva E.A. et al. Genet-
icheskaja struktura i gruz nasledstvennyh boleznej v pjati populjaci-
jah Arhangel’skoj oblasti [Genetic structure and load of hereditary
diseases in five populations of the Arkhangelsk region]. Genetika. [ Ge-
netics]. 1996; 32(6): 837-841. (In Russ.)

10. Mamedova R.A., Kadoshnikova M.Ju., Brusinceva O.V. et al.
Genetic structure and load of hereditary diseases in five populations
of the Arkhangelsk region [Medical genetic description the popula-
tion of the two districts of the Krasnodar territory]. Genetika. [Ge-
netics]. 1999; 35(1): 68-73. (In Russ.)

11. Zinchenko R.A., El’chinova G.I., Rudenskaja G.E., Galkina V.A.,
Larina T.Ju., Kozlova S.1., Izhevskij P.V., Ginter E.K. Kompleksnoe
populjacionno- i mediko-geneticheskoe izuchenie dvuh rajonov Tver-
skoj oblasti [Complex population and medical genetic study of two
districts of Tver region]. Genetika. [Genetics]. 2004; 40(5):667-676.
(In Russ.)

12. Zinchenko R.A., El’chinova G.I., Ginter E.K. Faktory, opredel-
jajushhie rasprostranenie nasledstvennyh boleznej v rossijskih pop-
uljacijah [Factors determining the spread of hereditary diseases in
Russian populations|. Meditsinskya genetika [ Medical genetics]. 2009;
8;12(90): 7-23. (In Russ.)

18

MEANUNHCKAA TEHETUKA. 2020. N210



