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[TpencraBiaeHbl pe3yabTaThl U3yUYEHMS Tpy3a U pa3HOOOpa3rsi MOHOTEHHBIX (DOPM HACJIeICTBEHHOI MaTo-
norun (MHII) cpenn nerckoro HaceneHus 11 paitonoB Kuposckoit 0611. (KO), moaydeHHBIE B IIpoliecce
T€HETUKO-3MUIeMUOJIOTUYECKOTO UCCIeN0BaHUSI perMoHa. Y1 CIeHHOCTh TOTAJIbHO 00C/IeIOBAaHHOIO Ha-
cenenmst KO 286616 (Bkimouast 37348 neteit — 13.03%), npenmyiiectBeHHO pycckue (88.1%). PasHoobpasue
MHII cocraBuiio 91 3a6oseBanue (287 60abHBIX U3 255 cemeit): 50 ¢ AJl-Tunom HacienoBaHus (153 60ib-
HbIX U3 129 cemeit), 33 ¢ AP (107 6onbHbIX 13 104 ceMeit) 1 BocemMb HO30J10TUii ¢ X-ClLieTIeHHbIe (27 60Jib-
HBIX 13 22 ceMmeii). Bce 3a001eBaHMsI BCTpedalch B paHee 00CIIeHOBAaHHBIX ITomyysiysix P@. [leBsatb ¢opm
MHII BbIsIBIIEHEBI ¢ pacIpOCTpaHEHHOCTHIO valie, 4eM 1 : 5000: A/l HaceacTBeHHAss MOTOPHO-CEHCOPHAst Heli-
ponatust (21.42/100000), AL BynbrapHslii uxtros (83.00/100000), AJl BpoxxaeHHbIi nito3 (24.10/100000), AJT
BpoXIeHHas kaTapakTa (29.45/100000), AIl cunnaktunus, Tumn 1 (24.10/100000), AP HeauddepeHLMpoBaHHas
YMCTBEHHas1 OTCTaIoCcTh (26.76/100000), AP mukporedanus ¢ omurodpenueii (50.87/100000), AP BpoxkmeHHast
karapakTa (26.78/100000), AP HecuHapomabHast HefipoceHcopHast TyroyxocTtb (58.91/100000). CpenHsist pac-
npoctpaneHHocTh MHIT cpenu netckoro Hacenenust KO cocraBuna 1 : 130 gereit, ¢ Bapuarueii ot 1 : 236
nereil B Barcko-IlonstHckoMm p-He 1o 1 : 51 gereit B CyHckoMm. Ha ocHOBaHMM MpOBeASHHBIX KOPPEISIINA
MeXXly ToKa3aTeJISIMU Ipy3a U 3HaAYeHUSIMU [ TpeAnoioXKeHbl TPUYMHEI BbISIBICHHOH 1uddepeHmannmn
MEXIY paiilOHaMM.

Karouesoie croea: reHeTUYECKast SIUACMUOJIOTHA, JETCKOC HACCIICHUEC, I'PY3 U pa3Hoo6pa3yle HacCJICACTBCH-

HOI1 MAaTOJIOTUHY, paCIPOCTPpaHEHHOCTh, KpoBcKast 06/1acTh.
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YacToTa MOHOT€HHOI HACJIEACTBEHHOI IIaTOJIO-
run (MHII) X HacTosIeMy MOMEHTY OLICHUBACTCS
npuMepHo B 10—17 Ha 1000 Hacenenust [1]. bonbiias
yacth MHII, nBe TpeT M3 KOTOPBLIX OTHOCSTCSI K Op-
daHHBIM 1 “peaKnM”’, BCTPEUaeTCsT B TIOMYJIALIMSIX de-
JIOBeKa IOBOJBHO penako (¢ yacroroit <1 : 100000),
OYEHb CJIOXKHO BBIIBISIIOTCS U peructpupyrorcs. Ilo
JaHHBIM EBporeiickoro aabsiHca opraHu3aluii 0oIb-
HBIX PEIKUMMU 3a00J1€BAaHUSIMU, TTPEATIOIAracTCs CyIle-
ctBoBaHme 7000—8000 Ho30IOTMUEeCKMX (hbopM [2, 3],
YacTh 13 KOTOPBIX HaM ellle IPEICTOUT BLISIBUTh U 3a-
peructpupoBatb. OCHOBHOM Tpy3 T€eHETUYECKHU ACTEP-
MUWHUPOBAHHOM MAaTOJIOIMHU OT BCEi MOHOT€HHOM IaTo-
JIOTUU TIPUXOOMTCS MMEHHO Ha IETCKOE HaceJIeHUE
(okom0 2% nereit). K poxneHnio pebeHKa MaHU(PECTH-
pyet mo 25% MHII, x TpeM romaM ITUAarHOCTUPYETCST
yxke 10 70%, K KOHILy IyOepTaTHOro nepuoaa — Impak-
tnyecku 1151 90% MHII onpenesneH aeGIOT U IIEPBLIE
IUATrHOCTUYECKUE IIPU3HAKKU 3abojeBaHus. B 65%

cirydaeB MHII nuMeroT Tsikeioe MHBaIUIN3UPYIOIIEe
TeyeHue, B 50% — yxyalIeHHbIA TPOTHO3 /IS XKU3HU, B
35% cTaHOBATCSI IPUYMHOMN CMEPTH B TEUEHHE TTEPBOTO
rofa xkxusHu, B 10% — B Bo3pacte 1-5 Jet, B 12% — B
Bo3pacte 5—15 net [4]. UccnenoBaHust mpeacTaBiis-
IOT UHTEPEC C TOYKU 3peHus yHIaMeHTaIbHOI Hay-
KM, T.K. IToKa3aHa nuddepeHIInanus oIyl ye-
JIOBEKa 1o Tpy3y u pazHoobOpasuo MHII, kak B Mu-
pOBOIi TIpakTUKe, Tak U B PO [5].

IIpoananm3uposaH 1py3 u pasHooOpasme MHII
cpenu gerckoro HaceneHus 11 p-HoB KupoBckoii 00J1.
(AdanaceeBckuii, boroponckuii, BepxHekamckuii,
Barckononstaekmit, 3yeBckuii, Manmbokckuii, Hem-
ckuit, CBeunHckuii, CyHckuii, @aneHckuii, Illa6a-
JUHCKMIT). YUCIEHHOCTh TOTAaJIbHO 00C/IeTOBAHHOIO
HaceneHuss Kuposckoii obmactu (KO) cocraBuia
286616 (Bximouast 37348 mereit — 13.03%). Hamwo-
HaJIbHBIN COCTaB 00CIeA0BaHHBIX pailOHOB B OCHOB-
HOM TIpeacTaBiieH pycckumu (88.1%).
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Menuko- ¥ HOMyJISIIMOHHO-TEHETUIECKOE MCCIe-
JIOBaHUE BBITMOJIHEHO MO pa3pabotaHHoMy B @I'BHY
“MI'HLI” npoTokoiay, MO3BOJSIIOIIEMY BbISIBIEHUE
MaKCHMAaJIbHO BO3MOKHOTO 4YMCIa HO30JIOTMYECKUX
dopm MHII. I'eHeTMKO-3NTMAEMHOIOTUISCKUE WC-
cienoBanust MHII cpenu nerckoro HaceieHust B PO
MIPOBOIATCI  TOABKO  KOJIJIEKTUBOM OI'BHY
“MI'HLIL” [6, 7].

B ob6meit cioxxHoctu B 11 p-Hax KO cpenu net-
CKOT'0 HACeJICHUS BLISIBIIEHO 287 OOJIBLHBIX 13 255 cemeii
C pasIMYHBLIMA Ho3oJormdecknMu ¢opmamu MHIT
(153 6onbHBIX U3 129 cemeil ¢ ayTOCOMHO-TIOMUHAHT-
Hoii (AJl) maronorueit, 107 60abHBIX U3 104 cemeii ¢
ayTocoMHO-pelieccuBHOU (AP), 27 GonbHBIX M3 22
ceMmeit ¢ X-cueruieHueM). PazHoo6pazue MHII co-
craBwiio 91 3aboneBanue: 50 ¢ Al TuIoM HacjemoBa-
HUs, 33 ¢ AP 1 BoceMb HO30JIOTHiT ¢ X-CIIETTICHUEM.
Bce 3abosieBaHUsI BCTpeyaIMCh B paHee OOCiIeIoBaH-
HbIX nonyssitusax P@. B 1abi. 1 mpencrapieHoO pa3HO-
00pa3ue yacThbix (yaie, yem 1 : 15000) MHII B KO.

JeBSITh HO30JI0TMYeCKUX (hOpM BBISIBIEHBI C pac-
MpocTpaHeHHOCThIO vaile, 4yeM 1 : 5000. C AJl-Tunom
HAaCJIeAOBAaHUSI OITpeesICHbI IIITh (hOPM: HAC/IEACTBEH-
Hasi MOTOPHO-CeHCOpHast Heiiporatus (21.42/100000),
ByJibrapHbiii  uxtuo3 (83.00/100000), BpoOKAEHHBIM
nro3 (24.10/100000), BpoxneHHas1 KaTtapakra (29.45/
100000), cuamakTuaust, tair 1 (24.10/100000). Cpenu
AP 3a00JieBaHUIA YE€ThIPE HO30JIOTUM 3apeTUCTPUpPOBa-
HBI C BBICOKOIT paclpOoCTpaHEeHHOCThIO: HemruddepeH-
HUpoBaHHas oiurodpenus (26.76/100000), Mukporie-
danus ¢ onmurodpenueii (50.87/100000), BpoxkaeHHAsT
KarapakTa (26.78/100000), HecuHApOMaIbHAsT Heil-
poceHcopHas Tyroyxoctsb (58.91/100000).

ITo mmat; 3aboseBaHMAM 3HAYEHUST PacIIPOCTpa-
HEHHOCTH, Toy4eHHble cpenu aeteii KO, okazaiuch
BBIIIIE, YeM IO JAHHBIM MEXIyHapomHoi 06a3bl “Or-
phanet” [8]: Bymprapsbiii umxtuos (83.00/100000),
X-cuereHHbIii uxtro3 (21.42/100000), runodusap-
He1ii HaHu3M (10.71/100000), ans0MHM3M I71a30-KOXK-
HbIit (16.07/100000), remodummmst A (32.13/100000).

Jamee paccunTtaHa otsromeHHOCTh (Ha 1000 me-
Teid) JeTCKOro HaceJIeHUWsI OCHOBHBIMU TUIIAMU
MHII (Al, AP u X-cuemieHHsie). B Taba. 2 mpen-
CTaBJIEHbl YKUCJIEHHOCTb, OTSATOIIEHHOCTb NETCKOTO
HaceneHus1 MHII ¢ paznuyHbIMU TUTIAMU HacJen0-
BaHMS U pacOpoCTpaHEHHOCTb 1o 11 obciaemoBaH-
HbeIM nontynsgaussMm KO.

CpaBHUTENILHBIN aHanM3 3HaueHuit rpy3a MHII
cpely AETCKOro HaceJIeHWs BbISIBUJI Hajnuue nud-
depeHIIMAIMA MEXIY CEIbCKMMM pailoHaMU: IS
AL, AP u X-cu. 3aboneBanumii (XA = 117.841;
Y?AP = 576.223; y?X-cu. = 42.27; p < 0,05, d.f. = 10).
CpenHeB3BellIeHHOE 3HAUeHUWEe CYMMAapHOro TIpys3a
AJl, AP n X-ci1. maronorun Koneoorcs ot 4.89 +
+ 0.630/1000 (1 : 236 meteit) B Bsarcko-IlonssHcKOM
p-He 10 21.29 + 3.973 (1 : 51 mereit) B CyHckoM (Y2 =
= 84.975; p < 0.05, d.f. = 10). CpenHss pacnpocTpa-
HeaHocTh MHII cpenn nerckoro nHacenenus KO co-
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crasmna 1 : 130 mereii. [TomyuyeHHBIE B HACTOSIIIEM MC-
CJIEHOBAHUM PE3YJIbTAThl CXOXKU C JaHHBIMU II0 paHee
o0cienoBaHHEIM nonysanusM P® u B 6oJbllreii cre-
TMeHN OOYCJIOBJIEHBI OCOOEHHOCTSIMHU T€HETUUECKOMN
CTPYKTYpBI HaceJeHUS CEJIbCKMX PAaiOHOB MECTHO-
ctu (puc. 1) [9—12].

C nucnoiap30BaHUEM AETEPMUHUCTCKOIO I0aXoAa
IIpOBeAcHA MOMBITKA OLIEHKU B3aMMOCBSI3U YPOBHS
ciyyaliHoro uHbpunuHra (F,), onpeneieHHOro Ha-
MU KakK Beaylero pakropa IMHAMUKN reHo(oHIa B
KO [13] u nokazarteneii rpy3a MHII cpeaun neTrckoro
HacesjeHus. 3HaueHus1 Fgr oueHeHsbl B 11 p-Hax: Ce-
ypHckuit — 0.00196, Ila6anuackuit — 0.0017, Ada-
HacweBckuii — 0.00763, Bepxuekamckuit — 0.00177,
Cynckuit — 0.00489, boroponckuii — 0.00304, Hem-
ckuit — 0.00415, Panenckuii — 0.00534, 3yeBcKkuii —
0.00265, Barcko-ITomsackuit — 0.00122, MaimbLk-
ckuit — 0.00256. [IpoBeneH KOppeISIIMOHHBIA aHAIN3
MeXAy nokKaszaTesisiMu Fy, ¥ BeTMYMHAMU OTSATOLLIEHHO-
CTM MalMeHToB JeTckoro Bo3pacta MHIT — AJl, AP n
cymmapHoii. KoadduimeHT perpecCMoHHOM 3aBU-
cuMocTu coctaBui » = (.65 = 0.25 B ciryuae AJl-na-
tosorud, = 0.61 £0.26 mna AP u r=0.66 £ 0.25 mia
CYMMAapHOI OTSATOLIEHHOCTU. TakuM odpazoM, nud-
depeHLIMALIMSI MEXITy paifloHaMM B 3HAYCHUSIX OTSTO-
meHHocTH Aeteit MHIT MoXeT 0ObSICHSITHCS TeHETUYE-
CKMM JpeiihoM U TeHETUIECKOI MoIpa3neIcHHOCTHIO
IIpU CHIDKEHHOM JIeMICTBUM €CTECTBEHHOTO OTOOpa 1
HU3KOM YPOBHE€ MUTPALIMOHHOI aKTMBHOCTU Hace-
JIEHUSI.

TakuMm o6pa3zoM, HacTosIIee MCCIeaOBaHNE T10-
Ka3aJio BBICOKME TToKazaTean OTSTOIIEHHOCTU JeT-
ckoro HaceneHusI KMpoBcKoii 00J1. HaceICTBEeHHOM
rmaTrojiorueii — okojo 1% nmereil UMEIOT pa3TuIHbIE
HacJeICTBEHHBbIC 3a00j1eBaHUsI. BOJIBIIIMHCTBO U3 HUX
HE CHIDKAET MPUCIIOCOOIEHHOCTh MHAWBUIIOB, OdHA-
KO 9acTh 3a00JIeBaHMI, O0ibIIe N3 KOTOPhIX ¢ AP n
X-clLeIJIeHHbIM HaclieloBaHUEeM — WHBaJIUIU3UPY-
[OllIMe, CHMKAIOIINE KAadeCcTBO KW3HU. BoIsBiIeH
CBOEOOpPa3HBIi IO PACIIPOCTPAHEHHOCTU HO30JI0TH-
YECKUI CIIeKTp, MOKa3aBIINi BEICOKUE TaHHbIC IS
psima 3a0oyieBaHUI, OTIMYAIOLINIICS IO pa3HOOOpa-
3UI0 M 4YaCTOTE BCTPEYaeMOCTU OT paHee o0ciIemno-
BaHHBIX nomnyysiuuii geteit PP [9—12]. IMoayyeHHbIe
B HACTOSIIIIEM MCCICIOBAHUM JaHHBIE 110 U3Y4ECHUIO
reHoreorpadmy MaToreHoMa Yy HeTeil BaxXHBI HE
TOJIBKO C TIO3ULIMU (PYHIAMEHTaJIbHBIX HCCJIeA0Ba-
HUIi, HO 1 UMEIOT IIPUKJIATHOM XapaKTep, T.K. BbISIB-
JICHWE W M3ydeHHME PaCcIpOCTPaHEHHOCTH “penkmx’”’
opdaHHbIX 3a00eBaHMii B onyJsiiusx P® cnocoo-
CTBYET BKJIIOUSHMIO UX B CIIMCOK JIJISI IIPOBEACHMSI JIe-
YeOHBIX, PEaOMIINTALIMOHHBIX W TTPOPUITAKTUIECKIX
MpOTrpaMM U CHUXXEHUSI JETCKON WHBAJIUMIHOCTU U
cMepTHOCTH. OOHOM M3 OCHOBHBIX M NEPBBIX 3a1ad
®denepanbHoro 3akoHa “O06 OCHOBax OXpaHbl 310PO-
Bbsd rpaxnaaH B Poccuiickoii ®enepauumn” oT
21.11.2011 Ne 323-®3 (c U3BMEHEHUSIMHA U JOMOJIHE-
HusMU, Bctynul B cuity ¢ 03.10.2016 r.), peryiaMeH-
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3UHYEHKO u np.

Tab6auna 1. Hozonoruueckuii criektp u pacnpoctpaHeHHOCTh (Ha 100000) yacToii (uaiie, yem 1 : 15000) HacneacTBeH-
HOI1 MaTOJIOTUU Cpeau AeTCKOTo HaceaeHust KupoBckoil ob61acTtu

PacrnipocTpaHeHHOCTh
Ne | Ne OMIM JunarHos T/u 4/6
KO EP® | Orphanet
HacaencTBeHHble HEBPOJIOrHYECKHE 32001€BAHUS
1 |162200 Heiipodubpomaros, tur I Al 5 13.39 | 11.52 33.3*
2 | PS118210 HacnencrseHHast MOTOpHO-CEHCOpHAs HeporiaTus AJl 8 21.42 2.94 25.0
3 253550 CriHasIbHAs MblllIeYHast aTpodust AP 5 13.39 1.58 1.23
4 [ PS251200 Mukpornedanusi, yMCTBEHHasi OTCTAIOCTh AP 19 50.87 11.30 H/n
5 | PS249500 HecunapomanbHast yMCTBEHHAsI OTCTAIOCTh AP 10 26.76 | 40.45 H/n
6 [PS236600 BpoxnenHas runporedanust AP 13.39 7.01 46.5%
7 | PS309530 X-cueruieHHast YMCTBEHHasl OTCTaIOCTb X-cu. 16.07 | 40.42 H/n
HacaencTBeHHble 3a00J1eBAHUS OpPraHa 3peHust
g PS116200 BpoxxneHHas1 katapakra 2{){, % (1) %2 471§ 15.59 H/1
10 | PS310700 BposkneHHBII HUCTArM X-c1. 5 26.78 4.75 H/n
11 [ 178300 BpoxaeHHblii ITO3 ALl 9 24.10 11.30 H/n
12 1120200 BpoxxnmeHHast KoimodboMa All 3 8.03 3.96 H/n
13 1231300 BpoxaeHHas riiaykoma AP 3 8.03 2.92 3.65%
HacaencTBeHHbIe TeHOIEPMATO3bI
14 | 146700 BynbrapHslit UXTHO3 All 31 83.00 | 30.05 20-25
15 | 308100 Nxtnos, X-cuerjieHHbIi peLeCcCUBHbIIM X-c1I. 4 21.42 15.37 15.0
16 | PS242300 HMxTuosudopmHas sputponepmust AP 5 13.39 4.52 15
HacaencTBenHbie 3a00JieBaHNs CKeJleTa
17 | 146000 T'unoxoHaporuiazust Al 6 5.89 4.29 3.3%
18 | PS174200 IMomumakTimyst, ITocTakKCUaIbHAsS All 6 16.07 7.91 H/n
19 | PS174400 [MomunakTums, ipeakcuaabHasi, TAM 1 Al 4 10.71 2.71 H/n
20 [ 185900 CuHpakTwiust, T I ALl 9 24.10 6.10 25%
21 | PS166200 HecoBepiieHHbIIT OcTeoreHes ALl 3 8.03 7.91 10*
HacnencrBeHHble CHHIPOMBI
22 | PS276900 CuHnpom Aliiepa AP 3 8.03 1.67 H/n
23 1142900 Cunnpom Xonra-Opama ALl 3 8.03 1.88 15.0*
24 [ PS163950 Cunnpom HyHen All 3 8.03 5.20 5
25 (311300 CHHAPOM OTO-NaNIaTO-IUTUTATbHBIN X-c1n 3 16.07 1.25 H/n
26 | 185300 Cunnpowm ltypre-Bebepa ALl 3 8.03 4.29 3.5%
27 | PS130000 Cunnpowm Dnepca-Jlaniio All 5 13.39 | 32.99 28
IIpouyas HacJieicTBEHHAS MATOJIOTHS
28 262400 I'unoduzapHbIit HAHU3M AP 4 10.71 5.20 3.9
29 (261600 DeHWITKETOHY YIS AP 5 13.39 | 21.69 10*
30 | PS203100 AJIBOVHI3M IJ1a30-KOXKHBII AP 6 16.07 7.68 2.5
31 | PS220290 HeiipoceHcopHasi HeCuHAPOMAaTbHAS TYTOYXOCTh AP 22 58.91 | 59.43 50*
32 [ PS124900 HeiipoceHcopHass HeCMHIpOMaIbHasI TYTOYXOCTh All 3 8.03 2.50 3*
33 (306700 T'emodmmmst A X-c1I. 6 32.13 | 10.39 11.25%

ITpumeuanue. B rpadpe Ne OMUM — Homepa 3a6oeBaHUit o MeXXayHaponHoMy KaTtajory B. Mak Kerocuka [2]; PS — deHoTnmnmmue-
cKasl cepusi 3a00JIeBaHUI reTeporeHHo rpymiibl o OMIM; T/H — tun HacaenoBaHus; Y/6 — uncio 6onbHbIX; KO — KupoBckast 06-
nactb; EP® — cpeaHue 3HaYeHUS] paCIIPOCTPAHEHHOCTHU 3a00JIeBaHUS 10 pe3yJibTaTaM FeHeTUKO-3MUAeMUOJIOTMYeCKUX UCCIeI0Ba-
HUIA cpeu AeTCKOTo HacelieHusl eBporeiickoit yactu PAD; Orphanet — eBporieiickasi 6a3a opdaHHBIX 3aboieBaHmit [8]; * — pacmpo-
CTPaHEHHOCTb Ha HOBOPOXAEHHbIX, H/o — HEeT maHHBIX; pacnpoCTpaHEHHOCTb X-CLEIJIEHHON IaToJOrMU MpeacTaBieHa Ha
YUCIEHHOCTh MaJIbYUKOB.
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Tab6mauua 2. OtgromeHHocThb (Ha 1000 o6cnenoBanHbix nereit) MHIT nerckoro Hacenenus B 11 p-nax KO
PP—— — OrgromeHHocTh Ha 1000 yenoBek/MaIbUMKOB™* PacripocTpa-
Al AP X-c1. CYMMapH. HEHHOCTD
CBEYMHCKUM 1613 124 +2.755 | 3.72+1.516 | 3.72+2.144 |19.84 £+ 3.308 1:56
[Ta6anuHCKMit 1902 5.26 = 1.658 315+ 1.286 | 5.26 £2.345 |13.67 £2.396 1:91
AdaHacbeBCKMIA 3187 7.22+1.499 | 5.02+1.252 3.14 £ 1.401 |15.37 £2.067 1:72
BepxHekamckuii 5137 2.53 £0.701 292 +0.753 | 0.39+0.389 | 5.84 = 1.045 1:177
CyHcKoit 1221 11.47 £ 3.047 | 6.55+£2.309 | 3.28 £2.313 |21.29 +3.973 1:51
Boroponckuii 897 8.92 £3.139 | 6.69 +£2.722 0 15.61 = 4.139 1:64
Hemckuit 1660 4.82+1.700 | 3.61 +1.473 1.20 £ 1.200 | 9.64 £ 2.323 1:111
DaneHckuit 2056 5.84+1.680 | 4.38+1.456 | 0.97 £0.970 | 11.19 +2.269 1:93
3yeBckuit 4065 32+0.886 | 1.48+0.602 | 0.49+0.492 | 5.17 £ 1.097 1:203
Bsarcko-TTonstHCKMiA 10633 1.88£0.420 | 1.69+£0.399 | 1.32+0.497 | 4.89 £0.630 1:236
MayMbIKCKUIA 4977 2.41 £0.695 | 2.21 £0.666 | 0.40+0.400 | 5.02 £0.982 1:207
CpenHeB3BellIeHHbIE 37348 4.10%+0.331 | 2.86+0.277 | 1.45+0.278 | 8.41 £0.452 1:130
3HaYEHUsI

ITpumeyanue. CymMmmMapH. — cyMMapHbIe 3HaueHMs rpy3a MHII.

THUPYIOLIETO MPOrpaMMBbl 10 “peakuM” U opdaHHBIM
3a00JIeBaHUSIM, SIBJISICTCS SMIUIEMUOJIOTHSI.

Pa6ota BeITTOTHEHA TTpW PMHAHCOBOM ITOIIEPIKKE
PODU, nipoext Ne 18-015-00090 1 rocymapCcTBEHHOTO
3aJaHus MIHUCTEPCTBA 00pa30oBaHUs 1 HayKu PO,

Bce IIpoucayphbl, BBIIIOJTHEHHBIC B UCCIIEAOBAHUN
C yqyaCTuemMm J'[IO,Z[GfI, COOTBETCTBYIOT OTUYCCKHUM CTaH-
JapTaM MHCTUTYLHMOHaJIBbHOTO I/I/I/I.HI/I HallMOHAJIbHO-

ro KOMHUTETa 1O UCCIeN0BaTeIbCKOM 3TUKE U Xeb-
CMHKCKOM nekiapanuu 1964 r. 1 ee MOCIeTyIONIM
U3MEHEHUSIM UJIU COTTOCTABUMbBIM HOPMAaM 3TUKU.

OT KaXmoro M3 BKIIIOYEHHBIX B HMCCICHOBaHUE
YYACTHUKOB OBLIO ITOJYYEHO WHMOOPMUPOBAHHOE
JIOOpPOBOJILHOE COTJIacHe.

ABTODBI 3aBIISIIOT, YTO Y HUX HET KOH(JIMKTA UH-
TEpPECOB.
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Puc. 1. OTroumeHHOCTh HACAEACTBEHHBIMU OOJIE3HSIMU JIETCKOTO HACEJICHUsI CEeMU PErMoHOB eBpOl'[efICKOfI yactu Poccuu.

O003HaYeHUs JaHbI KaK B Ta0I. 2.

TEHETUKA TtoMm 56 Ne 12 2020



1468

CIIMCOK JTHUTEPATYPHI
. Passarge E. Color Atlas of Genetics. George Thieme

BBISIBJICHUIO M [UArHOCTMKE MOHOTEHHBIX Haciem-
CTBEHHBIX 3a00JIeBaHUI 1 IPOOJIEMEI B OpraHu3aii
MEIULIMHCKON IMOMOIIM U €OWHBIX HpoduaKTruye-
ckux nporpamm // ITpo6J1. coll. TMTUEHBI, 3APaBOOXP.

3UHYEHKO u np.

u uctopuu mea. 2019. T. 27. Ne 5. C. 865—877.
https://doi.org/10.32687/0869-866X-2019-27-5-865-877

Verlag Stuttgart. 5rd editions. N.Y., USA, 2017. 474 p. 8. Orphanet Reports Series: Diseases listed by decreasing
Online Mendelian Inheritance in Man. URL: prevalence or number of published cases. URL:

. by hebi.nlm.nih.gov/OMIM (Up daté dq: Janu-' http://www.orpha.net/ (nata o6pamenus 26.01.2020).
ary, 2019). 9. becconosa Jl.A., Eavuunosa I' U., 3unuenko P.A. llomny-
Stenson P.D.. Mort M.. Ball E.V. et al. The Human Gene JISIUMOHHAsI TeHEeTMKa HacJeICTBEHHbIX O00Je3Hel
Mutation Database: Towards a comprehensive reposi- cpennqz[eTCKoro }?CCHCHHH P<ﬂi£:ny6m/n< ESEK%I)Z%_
tory of inherited mutation data for medical research, ?\E)agi’ cygifngsﬁ amyptist // I'enetuka. - L.4as.
genetic diagnosis and next-generation sequencing stud- R e
ies // Hum. Genet. 2017. V. 136(6). P. 665—677. 10. Ameauna C.C., Illoxapes P.A., Kpueenyosea H.B. u dp.
https://doi.org/10.1007 /s00439-017-1779-6 I'eHeTHKO-3MMAEMUOIOrMYeCcKOe u3yyeHue PocToB-

. Bouxos H.IT. TeHeTvka B npakTuKe neauarpa // Ie- ckoit oomactu // Men. rener. 2005. T. 4. Ne 8. C. 371—
mmatpust. 2004. Ne 5. C. 13—18. 377.

. Wu D.-D., Zhang Ya.P. Different level of population 1. 3unuenxo P.A., Bacurvesa T.A., Envuunosa 1".!4. u op.
differentiation among human genes // BMC Evol. Biol. ONUAEeMHOIOTHST HACIEACTBEHHBIX Gose3Heil cpenu
2011. V. 11(16). JeTckoro HaceljieHus 8 paiioHoB Pecny6nuku Tatap-
https://doi.org/10.1186/1471-2148-11-16 craH // SIkyrckuii men. xypH. 2014. Ne 2. C. 17-19.

. Zinchenko R.A., Makaov A.Kh., Marakhonov A.V. etal.  12. 3unuenxo P.A., Kaovuues B.B., l'aaxuna B.A. u Op.
Epidemiology of hereditary diseases in Karachay- Kinynudeckas mnonyasiuMOHHAash TEHETMKA Hacjel-
Cherkess Republic // Int. J. Mol. Sci. 2020. V. 21(1). CTBEHHBIX 00JIe3HEN cpenu aeTckoro HaceneHus Ka-
P. 325. pavyaeBo-Yepkecckoit Pecrry6nuku // 'enetuka. 2019.
https://doi.org/10.3390/ijms21010325 T. 55. Ne 8.C. 964—971.

. Bunuenxo P.A., Kyuee C.U., Anexcandposa O.1O., Tun- https://doi.org/10.1134/50016675819080186
mep E.K. OcHOBHBIe MeTomosiorndyeckue nonxonbl K 13. Tummep E.K., Mamedosa P.A., Eavuunosa I'.U., Bpy-

cunyeea O.B. 'eHerndeckast CTpyKTypa nomyJrsiimii Ku-
POBCKOI 0071aCTM M OCOOEHHOCTH TEPPUTOPHUATIBLHOTO
pacripenesieHUsI B Hell ayTOCOMHO-PEIIeCCUBHBIX 3a00-
seBanuii // I'eneruka. 1994. T. 30. Ne 1. C. 107—111.

The Load and Diversity of Monogenic Hereditary Pathology
among the Children’s Population of the Kirov Region

R. A. Zinchenko® % *, V. V. Kadyshev“, V. A. Galkina“, G. 1. EI’chinova“,
A. V. Marakhonov“, O. Yu. Alexandrova®, and S. 1. Kutsev*

4 Research Centre for Medical Genetics, Moscow, 115522 Russia
bN.A. Semashko National Research Institute of Public Health, Moscow, 105064 Russia
*e-mail: renazinchenko@mail.ru

The article presents the results of study of genetic load and diversity of monogenic forms of hereditary pathol-
ogy (MNP) among child population of 11 districts of Kirov region (KR), obtained during genetic and epide-
miological study of the region. The total size of surveyed population is 286616 (including 37348 children —
13.03%), mainly Russians (88.1%). The diversity of MNP was 91 diseases (287 patients from 255 families): 50
with autosomal dominant (AD) inheritance (153 patients from 129 families), 33 with autosomal recessive
(AR) (107 patients from 104 families) and 8 nosologies with X-linked inheritance (27 patients from 22 fami-
lies). All diseases were found in previously surveyed populations of the Russian Federation. Nine forms of
MNP were detected with a prevalence higher than 1 : 5000: hereditary motor-sensory neuropathy
(21.42/100000), AD ichthyosis vulgaris (83.00/100000), AD congenital ptosis (24.10/100000), and AD congenital
cataract (29.45/100000), AD syndactyly, type 1 (24.10/100000), AR undifferentiated mental retardation
(26.76/100000), AR microcephaly with mental retardation (50.87/100000), AR congenital cataract
(26.78/100000), AR nonsyndromic sensorineural hearing loss (58.91/100000). Average prevalence of MNP
among child population of KR was 1 : 130 children, with variation from 1 : 236 children in Vyatskopolyansky
district to 1 : 51 children in Sunsky district. On the basis of carried out correlation analysis between load es-
timations and F; values, the reasons of revealed differentiation between districts are assumed.

Keywords: genetic epidemiology, child population, load and diversity of hereditary pathology, prevalence,
Kirov region.
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