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KITMHUYECKUE NONYNALUNOHHO-FEHETUMECKUE UCCIEOOBAHUA HACNEOQCTBEHHbLIX BOJIEZHEN
CPEQAWN OETCKOIO HACEJIEHUA CEBEPHOWN OCETUW - ANTAHUA
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CoBpeMeHHble 3HaHWA O KyMyNATUBHOW PacrpOCTPaHEHHOCTH, pa3Hoobpasun 1 HacToTe BCTPEHaeMOCTN OTAENbHbIX OPaHHbIX HAaCNeaCTBEHHbIX 6onesHen (OHB)
cpeay AETCKOro HacesneHust orpaHndeHbl B PO 1 MPOBbIX MCCNEO0BaHMAX HECMOTPS Ha LUMPOKYKO BOCTPEOOBAHHOCTbL [N1st 3paBoOXpaHeH s 1 oblecTsa. Ons OHB
XapaKTepHb! U3MEHYMBOCTb Y HEOAHOPOAHOCTL BbILLENEPEHMCAEHHbIX NoKasaTenel 4ns pasHbixX MoMyaLUmiA, KOTOpas Takke MPOSBAETCA B LUMPOKOW MEHETUHECKON
reteporeHHocTU. Llensto paboTsl Obino nayqeHne OHB cpean aetckoro Hacenenuns Pecnybnvkin CeBepHas Ocetust — Ananmst (PCO-A). Obcnenosaro 543 817 venosex,
B TOM umcne 145560 peten (o1 O go 18 ner). Paccumtana KyMynsTvBHast pacnpOCTPaHEHHOCTb ayTOCOMHO-PELIECCMBHOM (AP), ayTOCOMHO-AOMUHaHTHOM (AL) 1
X-cuenneHHo (X-cL.) Hacneayemolt natonorin. Mo nonyyYeHHbIM pedynsratam, CyMmapHast pacnpocTpaHeHHocTs OHB cpeaw netet PCO-A coctasnset 1: 119, T. e.
1% Deteit uveet anarHod OHB. B cenbckoin MECTHOCTM CyMMapHas OTArOLLIEHHOCTb AETCKOrO HaceneHust Bcemn Tvnamm OHB 6onee Yem B 2 pasa BbilLe, HYeM B ropodax
1 paioHHbIX LUeHTpax. BbisieneH 1241 nauveHT (13 1037 cemeit) ¢ 241 Hozonordeckol chopmoin OHB (109 dhopm — ¢ ALl-Hacnenosarmem, 102 — ¢ AP 1 30 — ¢ X-cu,).
OcobeHHOCTBIO 00CNEA0BaHHON MONYNALMM SBASIETCS BbICOKas PacipOCTPaHEHHOCTb Tpex 3aboneBaHnii, paHee He YCTaHOBEHHbIX B MOAOOHbIX MCCNenoBaHMsX:
BPOXIEHHass M1acTeHns 12-ro Tvna, pegkas hopma BPOXKAEHHOM AUCHYHKLAN KOPbl HaaMoYeYHKOB — AedunumT 3-6eTa-rmapoKcUcTeponaaernaporeHassl,
CUHOPOM BpaxmaakTim Tvna E — amenoreHesa — yMCTBEHHOW OTCTaNloCT! — HaHuaMa. Takim obpasoM, HaceneHne PCO-A XxapaktepuayeTtcs CrieLdn4eckimM
cnekTpoM OHB, 06yCnoBneHHbIX PeaKUMM MyTaLMsSIMI, YaCTb 13 KOTOPbLIX PEAKO BCTREYAETCS B APYrvX nonynsumax Mupa 1 PO, ObpaluaeT Ha cebst BHYMaHVe 6onee
BbICOKas PACNpPOCTPaHEHHOCTb AaHHOrO CNeKTpa NaTonorii B CeNbCKMX MOnynsaumsx. BbigBneHHble nokasaTenv CBUAETENbCTBYIOT O HEOOXOANMOCTY pas3paboTKm
CreumanMavpoBaHHbIX PErVOH-CreLHECKIX MPOorpamMM 415t IPOUIAKTVIKA AETCKOW UHBAMOHOCT WA NeTaibHOCTH.
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CLINICAL POPULATION GENETIC STUDIES OF HEREDITARY DISEASES
IN THE PEDIATRIC POPULATION OF NORTH OSSETIA - ALANIA
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Currently, there is limited understanding about the cumulative prevalence, diversity, and frequency of distinct orphan hereditary diseases (OHDs) in the pediatric
population, both within the Russian Federation and in the global literature. This gap exists despite a significant demand for such knowledge in healthcare and society.
Variability and heterogeneity of the above indicators are common across different populations, reflecting significant genetic heterogeneity of OHDs. The study aimed to
assess OHDs in the pediatric population of the Republic of North Ossetia — Alania (RNO-A). A total of 543,817 people were evaluated, including 145,560 children aged
0-18 years. The cumulative prevalence of autosomal recessive (AR), autosomal dominant (AD), and X-linked (XL) OHDs was determined. The findings indicate an overall
prevalence of OHDs among children of the RNO-A of 1 : 119, meaning that approximately 1% of children are diagnosed with these conditions. Notably, the total burden
in children of all types of OHDs in rural areas exceeds that in urban areas and district centers by more than twofold. We identified 1,241 patients from 1,037 families with
241 distinct OHDs (109 with AD inheritance, 102 with AR inheritance, and 30 with XL inheritance). Three diseases were particularly prevalent in this population and have
not been documented in similar studies: congenital myasthenia type 12, a rare form of congenital adrenal cortex dysfunction (3-beta-hydroxysteroid dehydrogenase
deficiency), and brachydactyly E — amelogenesis — mental retardation — nanism syndrome. Thus, the population of the RNO-A exhibits a unique spectrum of OHDs
caused by rare mutations, some of which are infrequent in other populations of the world and the Russian Federation. The significantly higher prevalence of these
disorders in rural populations is noteworthy, underscoring the need for tailored, region-specific programs aimed at preventing childhood disability and/or mortality.
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CornacHo MexagyHapogHon 6asbl gaHHbix OMIM, 4umcno
Ho30Morn4ecknx hopM opdaHHbIX HACNEACTBEHHbIX OOne3Hen
(OHB) cocTanseT okono 7000-8000. Bonbluas 4acTb U3 HNX
(6onee 80%) OTHOCUTCHA K pegkuM, T. €. BCTPEYaeTCs pexe,
4em 1 cnayda Ha 1 mnH [1]. Ha dacTtble OHB npwuxogutcsa
10-20% Ho3onommHeckux HopM, OOHaKO YMCIO BOMBHBIX C STUMM
3aboneBaHVaMK cocTasnsieT 6onee 60% [2, 3]. OTAroLWEHHOCTb
HaceneHns OHB mo pesynstatam nccnenoBaHnii BapbMpyeT OT
5 po 17 Ha 1000 4enoBek [4], Mpy 9TOM OCHOBHasi ero 4ons
MPOXOANTCA VMEHHO Ha OEeTCKoe Hacenenue (> 2%), B CBA3M
C VX CHVKEHHOW BbPKMBAEMOCTBIO M MPUCMOCOONEHHOCTLIO
npu Tsxenbix Hozonornax. OHB manundectrpytoT B 30%
Cnyyaes npu poxaeHn 1 B 87% crny4aeB — K 3aBEPLUEHNIO
nybepTtatHoro nepuoda [5]. Mpobnema OHB nmeeT BonbLLyto
3HaYMMOCTb Kak /19 34paBOOXpaHeHnst, Tak 1 Ans obLlecTsa
B LeSIOM, TaK Kak MHOrMe cnydam Takux 3aboneBaHui
XapaKTEPW3YHOTCS BbICOKON MHBAMAM3ALMEN U NETASIBHOCTHIO —
He MeHee 35% [EeTCKOM CMepTHOCTM B PasBUTbIX CTpaHax
cesazaHo ¢ OHB [2, 3].

[Ons OHB xapakTepHbl N3MEHYMBOCTb 1 HEOAHOPOAHOCTb
nokasaTtenen KyMynsTMBHOW  pPacnpoOCTPaHEHHOCTU U
pasHoobpasna OHB pna pasdHbix CTpaH WM Nonyasuui,
KOTOpas Takke MPOSBMAETCS B MEHETUHECKOW MeTepOreHHOCTU
[6]. CoBpeMeHHble 3HaHUsi O TFEeHEeTUYEeCKOM rpy3e B
MoNyNALMSAX YenoBeka, pasHoobpasnK, PacnpPoOCTPaHEHHOCT
n reteporeHHoctn OHB cpeon [OeTckoro HaceneHns
HEe3Ha4MTeNbHbI, OCHOBHbIE MyOAMKaummn kak B Poccun, Tak 1
B APYrX CTpaHax MocBsLLEHbl aHanM3y AaHHbIX MO FroCnUTansm
mbo NpoBefeHbl B KOHKPETHBIX STHUYECKUX MOMyNsaumsax
[2, 7-16]. B P® knuHu4yeckme nonynsaumoHHO-reHeTu4eckmne
nccnegosarHna  OHB  cpegn  peTckoro  HaceneHwus C
percTpaumen MakCMaisHO BOSMOXXHOMO 4icia 3ab0neBaHni
B OTAeNbHbIX CybbekTax dedepaumn MPOBOAATCA TONbKO B
pamkax PrEHY «MIMHLL» n HaxooaTes B npoLecce AasibHenwmnx
paspaboTok. [lokasaHa AuddepeHUmaums nonynsaumn
Kak Mo pacnpoCTPaHEeHHOCTU OTAeSIbHbIX HO300rMN,
Tak 1 N0 KyMynsaTUBHOW pacnpoctpaHeHHocTn OHB, uTo
noaTBEPXAAeT HEOOXOANMOCTb U3YHEHNSA KaXKAOro permoHa
07151 BO3MOXXHOCTW OMTUMU3aLMA PErMOH-CNeLndUyecKon
nomMoLy naupeHTam [17-20].

Llenb nccneposanvs — m3yunte OHB cpegn aeTtckoro
HaceneHns Pecnybnnkn CeepHas OceTus — AnaHnst (PCO-A).

MNAUMEHTBI W METOObI

MpoBefeHO MeaVKo-reHeTUYeCKoe 0bCcneaoBaHne HaceneHuns
PCO-A. Ha npegmet BbisisneHnst OHB ocMoTpeHo HaceneHne
pasHbIX BO3PACTHbIX MPYMM BCEX BOCbMU CEbCKNX PalioHOB

Ta6nuua 1. HYvcneHHocTb 06cnen0BaHHOrO HaceneHns
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n r. Bnagnkaekasa. O6cnefoBaHvie HaceneHs MpoBOAUN B
COOTBETCTBMM C CO3aaHHbIM 6onee 40 neT Hazad KONMNeKTVBOM
OrBHY «MIMHL» npotokonom obcneaoBaHns HEBOMbLLIMX MO
YMCAEHHOCTM monynsLuii P® (paHra paoHa 1 MasibIX FOPOA0B)
1 anpobrpoBaHHbIM 3a MPOLLEALLIMA nepurof Ha 15 cybbekTax
P® (110 cenbckux paroHoB). [MpoTokon ony6aMkoBaH
paHee [21-24]. BbisBneHve nauneHTOB C BPOXXOEHHOM
N NpednonoXWUTeNbHO  HacNedCTBEHHOW  naTonornen
OCYLLIECTBIA/N Yepes3 Bpadelt 1 (henbalepoB MeanLMHCKNX
yupexxaeHnin pecnybnnki npu nomoLn paspaboTaHHOn
aHkeTbl. AHKeTa NpefcTaBnseT cobon  nepedeHb
CUMMNTOMOB  (HEBPOMOrMYECKNX, OMDTANBMONOrMYECKMX,
LEPMaTONOrMYECKNX, CKENETHbIX, SHOAOKPUHONOMMHYECKMX,
FeHeTnHeckrX 1 Mp.) padnuyHbix OHB, pacnpegeneHHsix Mo
OCHOBHbIM MEAVUMHCKNM CheumnansHoCcTaM. B gononHeHve
K MOJIy4eHHbIM CM1CKaM MCMNONb30BanM AaHHble MEAMKO-
coumanbHom akcnepTabl (MCOK) 1 mpoumx MeavLmMHCKKUX 1
coupanbHbIX NCTOYHMKOB. YUWTbIBas, YTO KabKApIA CUMMITOM
MOXKET ObITb XapakTepeH He And 0QHOro 3aboneBaHns, a Kak
npaBuno ANs rpynnbl 6ONE3He, COBOKYMHAs KIMHUYECKas
KapT/Ha MPeanonaraeT BbIABNEHNE MaKCUMaTbHO BO3MOXKHOMO
qucna cnydaeB OHB (nopaxkatoLLx Kak oTAeNbHblE CUCTEMBI,
Tak 1 MHorve opraHbl). OCMOTP ceMell 1 MaumMeHTOB pasHbIX
BO3pPaCTHbIX FPYMM OCYLECTBAAAM B XOOE KOHCUIMyma
CneumanMcToB PasnnYHbIX MEAVLIMHCKUX CReLanbHOCTEN,
YTO [a/I0 BO3MOXXHOCTb BbIBUTL LLUMPOKMIA Kpyr OHB [20-24].
Bepudurkaumio [narHo3oB MNpPOBOAMAM HA OCHOBaHWU
KIMHUHECKINX, NHCTPYMEHTANbHBIX 1 NabopaTtopHbIX METOAOB
(Broxmmmyeckme,  LUUTOrEHETUYECKNE,  MONEKYNSpHO-
reHeTnyeckme 1 ap.).

KonnyecTBo peanbHO obcnenoBaHHOro HaceneHns PCO-A
(nepuog, 2017-2023 rT.) coctaBuno 543 817 4enoBek, B TOM
qucne 145 560 (26,77%) neten ot O po 18 net (Tabn. 1)
MpoeeneH anuaemunonorndecknii aHannad OHB y getckoro
HaceneHus PCO-A.

C y4eToM reTeporeHHocT MHormx OHB  ans
NoATBEPXOEHNA  OMpefdeneHHoro Tuna HacnefoBaHus
(ayToCOMHO-AOMMHaHTHOrO — A, ayTOCOMHO-PELIECCUBHOMO —
AP 1 X-cuenneHHoro — X-cl.) NpoBeOeH cerperauyoHHbIN
aHanMa,  MoKasaBLWWA  MNPaBWIbHOCTb  MOJyYEeHHOro
pacnpegenenvs: p = 0,27 + 0,06 (oxunpaemas 0,25) npu AP
HacnegoBaHun 1 p = 0,49 + 0,04 (oxmpaemasa 0,5) gnsa AL
HacnegoBaHus [25-26].

PacuyeT KymMynsaTMBHOM — pacnpoCTPaHeHHOCTU — Wn
reHeTundeckoro rpyda OHB Ha 1000 ob6cnegoBaHHbIX MO
nonynsaumsam npoeefeH no dopmyne: n / (N / 1000), roe
n — 41cno 6onbHbIX, N — 4ncneHHocTb aeten. Owmnbka K
3Ha4YeHMo Nokagatenst reHeTu4eckoro rpyda OHB paccynTaHa

+
+

Ne Paiion lopoackoe HaceneHne Cenbckoe HaceneHve Bce Hacenenne
Bce LOetn Bce Detn Bce Detn

1 | AppoHckuin 19 800 4296 (21,70%) 11632 2700 (23,21%) 31432 6996 (22,06%)
2 [ MpaBob6epexHsbiii 37 029 13 147 (35,50%) 22683 4224 (18,62%) 59712 17 371 (29,09%)
3 | Kuposckuii 13 500 2374 (17,59%) 14916 2655 (17,80%) 28 416 5029 (17,70%)
4 | Anarnpckuit 20 950 5435 (25,94 %) 16 577 2351 (14,18%) 37 527 7786 (20,75%)
5 | Ouropckuit 11072 2784 (25,14%) 9224 2200 (23,85%) 20 296 4984 (24,56%)
6 | Vpadckuin 7700 2150 (27,92%) 7679 1650 (21,49%) 15377 3800 (24,71%)
7 | MpuropopHbIn 10 067 2228 (22,13%) 43 361 9529 (21,98%) 53 428 11 757 (22,01%)
8 | Mospokckuii 42155 11 630 (27,59%) 48 089 10 469 (24,77 %) 90 244 22 099 (24,49%)
9 [ r. Bnapnkaskas 220 167 65 738 (29,86%) - - 220 167 65 738 (29,86%)

BCEro 378 873 114 782 (30,29%) 174 161 35778 (19,08%) 543 817 145 560 (26,77 %)
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Tabnuua 2. KymynstiBHas pacnpoCTpaHeHHOCTb HACNeACTBEHHOM NaTonorin AETCKoro HaceneHus (Ha 1000 obenenoBaHHbIX AeTel) BOCbMM paiioHOB U . Bragvkaskasa

PCO-A
leHeTnyeckuii rpy3 Ha 1000 geTeil/MansYMKos*
Parion/cyGnonynsiLm YucneHHoCcTb A P Xon Cyvmapno PacnpocTpaHeHHOCTb
Letn n3 cenbCcKom MECTHOCTH
AppoHckuin 2700 9,26 + 1,84 6,30 + 1,52 5,19+ 1,96 20,37 + 2,56 1:55
MpaBobepexHbli 4224 6,16 + 1,20 6,16 + 1,20 1,42 + 0,82 13,73 £ 1,74 1:77
Knposckun 2655 6,40 + 1,55 6,40 + 1,55 6,03 £ 2,12 18,83 + 2,42 1:63
Anarvpckun 2351 13,19+ 2,35 7,23 +1,75 2,556 +1,47 22,97 + 3,01 1:46
[uropckunin 2200 10,00 + 2,12 8,18 + 1,92 1,82 +1,28 20,00 + 2,92 1:52
Vpadckuii 1650 16,97 + 3,18 10,30 + 2,49 3,64 + 2,09 30,91 + 4,14 1:34
MpuropogHbIn 9529 4,51 + 0,69 4,41 + 0,68 2,10 + 0,66 11,02 + 1,02 1:100
Mo3spokcKuia 10469 7,55 + 0,85 7,26 + 0,83 2,29 + 0,66 17,10 £ 1,23 1:63
gfaii”HifBeme””oe 35778 7,57 £ 0,46 6,43 + 0,42 2,29+ 0,66 16,69 + 0,65 1:65
[eTckoe HaceneHre Masblx FOPOAOB, PaLEHTPbI
AppoHckui (. ApaoH) 4296 7,22 +1,29 3,96 + 0,96 1,86 + 0,93 13,04 + 1,68 1:83
MpaBobepexHblii (. BecnaH) 13147 2,36 + 0,42 2,36 + 0,42 0,76 + 0,34 5,48 + 0,62 1:196
Knposckuii (C. D1bx0TOBO) 2374 5,05 + 1,39 2,95+ 1,11 2,53 + 1,46 10,53 + 1,97 1:108
Anarvpckui (r. Anarup) 5435 4,42 + 0,89 3,31 +0,78 2,58 + 0,97 10,30 + 1,28 1:111
Ouropckuin (c.Ouropa) 2784 5,39 + 1,39 4,31 £1,24 1,44 + 1,02 11,14 £ 1,92 1:96
Mpadpckuin (c.Hmkona) 2150 4,65 + 1,47 4,65 + 1,47 0,93 + 0,93 10,70 £ 2,17 1:102
MpuropoaHbIn 2228 3,14 +1,19 3,14 +£1,19 2,10 + 0,66 11,02 + 1,02 1:149
Mo3spokckuin 11630 3,10 + 0,52 2,32 +0,45 2,24 + 0,62 7,65 +0,75 1:153
r. Bnagnkaskas 65738 2,08 +0,18 2,49+ 0,19 1,83 + 0,24 6,40 + 0,29 1:182
g:’a‘zi”;‘f%me””oe 109782 2,76 +0,16 2,67 0,16 1,75 +0,18 7,18 £ 0,24 1:159
OTAroLEeHHOCTb BCEro ETCKOro HaceneHns B paHre panioHa u ropoga

AppoHckun 6996 8,00 + 1,07 4,86 + 0,83 3,14 £ 0,95 16,01 + 1,43 2:09

MpaBobepexxHblin 17371 3,28 + 0,43 3,28 + 0,43 0,92 + 0,33 7,48 + 0,63 3:22

Knposckuin 5029 5,57 +1,07 4,77 + 0,97 4,37 +1,32 14,91+1,58 2:19

Anarvpcknin 7786 7,06 + 0,95 4,50 + 0,76 2,57 + 0,81 14,13 + 1,28 1:78
Ouropckunin 4984 7,42 +1,22 6,02 + 1,09 1,61 +0,80 15,05 + 1,68 1:70
Mpadckuin 3800 10,00 + 1,61 7,11 +1,36 2,11 +1,05 19,21 £2,10 1:55
MpuropoaHbIin 11757 4,25 + 0,60 4,17 + 0,59 1,87 £ 0,56 10,29 + 0,89 1:107
Mo3zpokckun 22099 5,20 + 0,48 4,66 + 0,46 2,26 + 0,45 12,13 £ 0,70 1:91

r. Bnapnkaskas 65738 2,08 +0,18 2,49 + 0,19 1,83 + 0,24 6,40 + 0,29 1:182
S}f;i“;f“mem% 145560 3,94 40,16 3,59+ 0,16 1,98 + 0,16 9,51+ 0,24 1:117

no dopmyne ((n/N) x (1 = (n/ N))/N)/ 0,5 x 1000, rme n —
4MCno 60MbHbIX, N — YMCNEHHOCTb OeTen [25-206).

Ons aHamm3a pasdHoobpasua OHB cocTtaeneH nepeveHb
3aboneBaHNI, paccyMTaHa Ux PacnpoCTPaHEHHOCTb (1 / N) Ha
100 000 peten. NeHeTUHECKUIA FPy3 U PacnpOCTPaHEHHOCTb
X-cuennenHeix OHB mopcuymtanbl onsg MansqnkoB. CpaBHeHe
rokasaTenen reHeTUHEeCKOoro rpy3a npoBeaeHo METOOOM x°
[17-26].

PE3YIBTATBI MICCNEOOBAHVIA

KymynatuBHas pacnpoctpaHeHHocTb OHB y getckoro
HaceneHus PCO-A

B pesynbrate BCECTOPOHHErO 0OCNEAOBaHUSA HaCeNeHust
PCO-A cpeon petckoro HaceneHus BbisiBneH 1241 naymeHT
(13 1037 cemell) C pasnMyHbIMA HO30MOTUYECKUMI hopMamMim
OHB, 4T0 cocTaBuno 58,62% OT 0OLLEro YMcna BbISBNEHHbIX
BOMbHbIX Pa3HbIX BO3PACTHbBIX MPYMM B AaHHOM pervioHe — 2115

BonbHbIX 13 1489 cemein. [poBeneH pacHeT reHETUHECKOrO rpy3a
OHB B I. BnagykaBkase 1 BocbMM cenbekix parioHax PCO-A.
PaccuyntaHa KymynaTvBHasi pacnpOCTpPaHEeHHOCTb (Ha
1000 peten) petckoro HaceneHns PCO-A (B . BnagnkaBkase,
ApaoHckoM, [NpaBobepexxHoM, KnpoBckom, Anarvpckom,
[uropckowm, Vipadckom, [MpuropogHoMm 1 MO3LOKCKOM
parioHax) ocHoBHbIMM TUnamn OHB (AL, AP 1 X-cu,.) (tabn. 2).
BbisiBneHa N3MEHYNBOCTb KYMYNSTUBHOWN
pacnpocTpaHeHHOCT No cybrnonynsaumsam ot 5,48 + 0,621
(1:196) B 1. becnaHe po 30,91 + 4,137 (1 : 34) B cenbCKom
MecTHocT Wpadckoro parioHa (tabn. 2). AHanms
17 cybnonynauuin nokasan, 4YTo B CENbCKOWN MECTHOCTU
KYMYJISITUBHasA pacnpocTpaHeHHOCTb Beex Tunos OHB 6onee
4YeM B 2 pa3za BblLe, HYeM B ropoaax 1 panueHTpax (x?A = 54,35;
X2AP = 48,89; x®X-cu. = 29,46; x°Cym. = 136,18; d.f. = 16;
p < 0.05), 4To xapakTepHo ana nonynauun PO [17-20].
CpefHsas pacnpocTpaHeHHOCTb B paccmaTprBaemMol
Bbl6opke cocTaBuna 1: 117 getei, T. e. okono 1% neten umeet
ovarHo3 OHB. [JaHHbI nokasaTeflb Konebnetcst B LUMPOKMX
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Tabnuua 3. CpefHeB3BeLLEHHbIe 3HAYEHVISt KyMyNSTUBHOW pacnpoCTPaHEHHOCTU (reHeT4eckoro rpysa) OHB y AeTCKoro HaceneHust B CenbCKon MeCTHOCTH, ropoaax
1 panueHTpax no obcneaoBaHHbIM nonynsaumam Poccumn (Ha 1000 obcnepoBaHHbix aeten) [17-20]

Cy6nonynsuun/pervoHbl YucneHHocTb leHeTnyeckunin rpy3 Ha 1000 geTeil/mManbiMkoB
AL AP X-cu.* CymmapHo PacnpoctpaHeHHOCTb
leHeTWYecKNiA rpy3 y AeTell B CEeNbCKUX MOMynsaumnax
Knposckas obnactb 17 032 6,22 + 0,60 4,40 + 0,51 2,35+ 0,53 12,98 + 0,83 1:85
PocTtosckas obnactb 55 489 4,99 + 0,29 3,78 + 0,26 1,51 +0,23 10,29 + 0,41 1:105
Kapayaeso-Yepkeccusa 38 033 7,47 + 0,44 5,52 + 0,38 3,21 + 0,41 16,20 + 0,62 1:69
CeepHasi OceTusi — AnaHusi 35778 7,57 + 0,46 6,43 + 0,42 2,29 + 0,66 16,69 + 0,65 1:65
Yamyptckas Pecny6nuvka 34 400 7,18 + 0,46 4,24 + 0,35 2,56 + 0,39 13,98 + 0,60 1:79
Pecny6nuka BawkopToctaH 27 512 5,05+ 0,43 2,51 + 0,30 1,96 + 0,38 9,52 + 0,56 1:117
Pecnybnuka TatapcTaH 49 612 4,37 + 0,29 2,70 £ 0,23 1,09 = 0,219 8,16 + 0,39 1:131
Yysawickas Pecnybnuka 47 226 2,86 + 0,25 2,22 + 0,22 0,93 + 0,19 6,01 + 0,34 1:180
Mo BCceM cenbckm Nonynsaumam 305 082 5,49 + 0,13 3,86 + 0,11 1,91 +£ 0,11 11,27 £ 0,18 1:97
[eHeTnYecknin rpy3 y AeTeit B ropogdax v panLeHTpax
Knposckas obnactb 20 316 2,31 +0,34 1,58 £ 0,28 0,69 + 0,26 4,58 + 0,46 1:236
PocTtosckas obnactb 46 356 1,68 +0,19 1,42 + 0,16 0,43 +0,14 3,54 + 0,27 1:301
KapayaeBo-Yepkeccusa 52 706 3,57 + 0,26 2,73 +0,23 1,25 £ 0,22 7,55 + 0,36 1:144
CeepHasi OceTusi — AnaHusi 109 782 2,76 + 0,16 2,67 +0,16 1,75+ 0,18 7,18 + 0,24 1:159
Yamyptckas Pecny6nuka 23 248 2,84 + 0,35 1,94 + 0,29 1,20 + 0,32 5,98 + 0,48 1:186
Pecny6nvka BawkopTocTaH 32 685 1,90 + 0,24 1,25+ 0,19 1,16 +£ 0,27 4,31 + 0,34 1:268
Pecnybnuka TatapcTaH 15323 2,22 + 0,38 1,89 + 0,35 0,39 + 0,23 4,50 + 0,53 1:232
Yysauickas Pecnybnuka 20 637 1,45 + 0,27 2,08 + 0,32 0,48 + 0,22 4,02 + 0,43 1:265
Mo BceM ropofckuM nonymnsiLnsM 300 416 2,59 + 0,09 2,16 + 0,09 1,13+ 0,08 5,89 + 0,14 1:178
leHeTnyeckuin rpy3 no pernoHam
Kuposckas obnactb 37 348 4,10+ 0,33 2,86 + 0,28 1,45+ 0,28 8,41 + 0,45 1:130
PocTtoBckas obnacTb 101 845 3,49+0,18 2,71 +£0,16 1,02 £ 0,14 10,14 £ 0,73 1:149
KapauaeBo-Yepkeccuisi 90 739 5,20 + 0,23 3,90 + 0,21 2,07 + 0,21 11,17 £ 0,33 1:99
CesepHasi OceTns — AnaHusi 145 560 3,94 + 0,16 3,59+ 0,16 1,98 + 0,16 9,51 + 0,24 1:117
YomypTckas Pecny6nuka 60 197 3,34 + 0,23 1,83 + 0,17 1,58 £ 0,23 6,69 + 0,31 1:173
Pecny6nuka BawkopToctaH 64 935 3,87 + 0,24 2,51 +0,19 0,92 + 0,17 7,30 + 0,32 1:146
Pecny6nvka TatapcTtaH 57 648 5,43 + 0,31 3,31 +0,24 2,01 + 0,26 10,75+ 0,4 1:103
YyBaluckas Pecny6nuka 67 863 2,43 + 0,19 2,18 + 0,18 0,80 + 0,15 5,41 + 0,27 1:200
Mo Bcem nonynsauuam geten 626 135 3,97 + 0,08 2,99 + 0,07 1,58 + 0,07 8,48 + 0,11 1:130

npegenax — oT 1 : 34 B CeNbCKOM MEeCTHOCTU Vipadckoro
paroHa (bonee 2% peten) o 1: 196 (0,5%) B 1. BecnaH.

CpaBHUTESNBHDIN aHaMM3a KyMymnsiTUBHOM PacnpoCTPaHEHHOCTU
HacneacTBeHHbIX 60/1e3HEN Y OeTCKOro HaceneHust
obcnenoBaHHbIX nonynsaunii PO

[MpoBefeH  CpaBHUTENbHbLIA — aHaN3d  KyMYIATUBHOM
PacnpOCTPaAHEHHOCTN HACNEACTBEHHbIX BONE3HEN y AETCKOro
HaceneHws obcnenoBaHHbIX — Monynaumin - P®,  Bkitodas
noflydeHHble gaHHble Mo PCO-A. Heobxooumo OTMETUTb,
YTO [ONS CyMMapHOro KomnudecTBa 60rbHbIX AETel OT BCex
BbIsiBeHHbIX NauyeHTos ¢ OHB coctasuna 58,62% (1241/2117
COOTBETCTBEHHO), XOTHA [0S BCEro OETCKOrO HaceseHvst B
pecnybnvke — 26,77 %.

CpaBHeHVe 3HaYEHWN KYMYSTUBHOM PacripOCTPaHEHHOCTM
A, AP un X-cu. 3aboneeBaHuin y [ETCKOrO HaceneHus
rnokasaso, 4to reHetndeckun rpy3 OHB y geteit B cenbckom
MECTHOCTW Bblllle, YeM B ropofax W panleHTpax (tabn. 3).
[MpoBefeHHbI  aHanmM3 nokasan avddepeHuaumio u
Pa3NM4YMsA JaHHOMO MoKasaTenst Mexay CENbCKUM Y FOPOACKMM
HaceneHneM. B cenbCckyx nonynaumsx y OeTen nonydeHa
HavborbLLas pacnpocTpaHeHHocTs: 1: 65 — B PCO-A, 1 : 69 —
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B KapadaeBo-Hepkeccumn, 1 : 79 — B Yomyptum, 1 : 85 —
B KnpoBckon obiacti, npu cpegHeM 3HadeHun AN «cenax»
1:97, T. e. 6bonee 4em 1% petein. B manbix ropogax w
panleHTpax AmanasoH pacrnpoCTPaHEHHOCTU COCTaBWUA OT
1 : 144 B KapayaeBo-Hepkeccun go 1 : 301 B Poctosckon
obnactn [17-20].

Kak cnenyet 13 Tabn. 3 1 pucyHKa, NoSTy4eHHbIE 3HA4YEHNS
cpenHen pacnpocTtpaHeHHocTy OHB (1 : 117) B HacTosiemM
ncenepnoBaHun cpean peten PCO-A cxXxOoxu C [OaHHbIM
riokasarefniem B Apyrx obcnefoBaHHbIX HaMmn pervioHax P® (B
TatapctaHe — 1 : 103, B Bawkupum — 1 : 146, B HyBawmm —
1200, B Yomyptum — 1 : 173, B PocToBCKOWM 0bnactn —
1 : 149, B Kuposckot obnactm — 1 : 130, B Kapayaeso-
Yepkecckot pecnybnvke — 1 1 99). BaxkHO, 4TO CpeaHss
pacnpocTpaHeHHOCTb Yy Aeten coctasnser 1 : 130, T. e. 1%
neten nmeeT amarHod OHB, 4To HeOOXOAMMO YYMTbIBATL MPU
hopmMrpoBaHMN NPOMUNAKTUHECKMX NPOrpaMM 1 MporpaMm
Mo neveHnto opaHHbIX 3abonesaHuii.

Pa3Hoo6pasue OHB y getckoro HaceneHnss PCO-A

B PCO-A cpean netckoro HaceneHvs BoiserneH 1241 6onbHom
13 1037 cemeli ¢ pasnmyHbiMmn chopmamm OHB. PazHoobpasue
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16,69

16,2

Puc. KymynatvneHas pacnpocTpaHeHHoCcTb OHB ropoackoro 1 cenbckoro AeTCKOro HaceneHns obcnefoBaHHbIX pernoHos Poccum

OHB — 241 Hogonoruyeckaa gopma: 109 ¢ AL-Tunom
HacnegosaHust, 102 ¢ AP 1 30 Hozonorum ¢ X-cu,. HanbonbLuee
4qmicno GonbHbiX (0 = 880, 70.91%) 3aperncTpypoBaHO B
rpynne 4actbix 57 (23.65%) Hosonorun OHB, HanmeHbluee
(h = 87, 7.01%) B rpynne penkux 87 (36.10%) 3abonesaHuin
(tabn. 4).

BonbwrHCTBO 3aboneBaHWin BCTPEYaMCb B paHee
obcnenoBaHHbIX monynaumax PO. B tabn. 5 npencraBneHo
pasHoobpasme YacTbix (Hawle, Yem 1 : 30 000) OHB B PCO-A,
CPEenHsAa PacnpOCTPaHEHHOCTb B CeMM paHee 0bcnenoBaHHbIX
pervioHax esponenckon vactn PO (EPP) n gaHHble 4acToThbl
BCTPEYaeMOCT/ 3abofieBaHUA MO AaHHbIM MEXAyHapOOHOM
6asbl Orfanet [6, 17-20].

OcobeHHOCTLIO 06CNe[oBaHHON MONYNALMN  ABNSETCS
BbICOKasi pacnpocTpaHeHHOCTb 11 3abonesanuin (Ha 100 000
[eTen): MMOToHMYecKast aucTpodus cpean aoeten — 6,87
(1 : 14 556), nporpeccupytollas MbilledHasd aUCTpodus
LrowenHa — 37,10 (1 : 2696 ManbymKoB), HenpohmbpomMaTos
| Tma — 18,06 (1 : 7661), BpoXaeHHast MmacTteHns, 12 Tmn —
3,44 (1 :29112), BporkaeHHbIn X-cu,. nxtnod — 12,37 (1 : 8087
Manb4YmKkoB), cuHgpomMm MaptnHa—Benn — 9,62 (1 : 10327

MaJTbyMKOB), cuHapoM Petta — 8,24 (1 : 12130 manb4mkos),
axoHgponnasus — 9,62/ (1 : 10397), AP HecuHapomanbHas
HerpoceHcopHast TyroyxocTb 70,76 (1 : 1413), peakas hopma
BPOXAEHHOV AUCHYHKUMN KOpPbl HAOMOYEYHUKOB (OetuumT
3-6eTa-rmgpoKcrcTepovaaermaporeHassl 2) — 6,18 (1 : 16173).
Bce naumeHTbl C BbileNepeyncneHHbiMy 3aboneBaHsaMm
reHOTUNMPOBAHbI, OMpefeneHa foKycHad W anfienbHas
reteporeHHoCcTb. C BbICOKOW pacnpoOCTPaHEHHOCTbIO B
YETbIPEX CEMbSIX BbISBIEH paHee He 3aperMcTPUPOBaHHbIN
Hamn CcUHOPOM OpaxupakTunum Tuna E — amenoreHesa —
YMCTBEHHOW oTCTanocT — HaHmama 11,28/100 000. JaHHbin
cvHapom npeactasneH B Orfanet, HO He kKapTUpoBaH.
OcTanbHble 3aboneBaHunsa BcTpetunnce B PCO-A co
CXOXKUMU AN APYMX PETVIOHOB U €BPOMENCKUMN OaHHBIMU
Orfanet nokasatenamu 4acToTbl BCTpedaemoctu [6, 17-20].
OfHaKo XoTenoch Gbl OTMETUTL BbICOKYHO PaCcipOCTPaHEHHOCTb
BO BCEX pervoHax HeandepeHLMpoBaHHOM OnMropeHnn,
BbISIBIEHHOW CO BCemu Tumamu HacnepoBanus: AL, AP
n X-cy. B PCO-A (13,74/100 000; 39,85/100 000 wun
35,72/100 000 Manb4MKOB COOTBETCTBEHHO), CyMMapHas
pacnpocTpaHeHHOCTb cocTasuna 1 @ 1400 getel.

Tabnuua 4. Pacnpenenenve naumeHToB 1 Ho3onoruin ¢ OHB B 3aBMCUMOCTM OT pacnpoCTPaHEHHOCTV 3abonesaHni

Yucno (%) 60nbHbIX Yucno (%) 3abonesaHuin
PacnpocTpaHeHHOCTb
AL AP X-cu. > Al AP X-cu. >
379 388 113 880 23 23 1 57
1 | 1:30000 u vawe
69,41% 70,93% 76,35% 70,91% 20,91% 22,33% 39,29% 23,65%
69 66 14 149 17 16 4 37
2 1 1:30001-1:50 000
12,64% 12,07% 9,46% 12,01% 15,45% 15,53% 14,29% 15,35%
52 52 21 125 24 23 13 60
3 | 1:50001-1:100 000
9,52% 9,51% 14,19% 10,07% 21,82% 22,33% 46,43% 24,90%
46 4 87 46 M 87
4 | 1:100 001 - 1 pexe
8,42% 7,50% 7,01% 41,82% 39,81% 36,10%
nToro 546 547 148 1241 110 103 28 241
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Tabnuua 5. Ho3onorn4eckmin CNexkTp 1 pacnpocTpaHeHHOCTb (Ha 100 000 aeTei) YacTbIX HACNeACTBEHHbIX 6oneaHen (Hawe, Yem 1 : 30 000), BbISBNEHHbLIX cpean
netckoro HaceneHus PCO-A

PacnpocTtpaHeHHOCTb
Ne Ne OMIM OuarHos T/H /6
PCOA | EP®
HacnepctseHHble HeBponornyeckune 3abonesaHus
1 162200 Heipodubpomaros, Tun | AL 29 18,06 13,58 10-15
2 PS308350 SnunenTtnyeckas aHuedanonaTusi, paHHAs geTckas AL 8 55 2,56 H/L0
3 PS191100 Ty6epo3Hsblil CKepo3 AL 7 4,81 5,75 1-4
4 160900 MwuoToHnYeckas gucTpodust AL 10 6,87 2,4 1-9
5 PS156200 HecuHgpomanbHoe HapyLUeHne NHTeNNeKTyanbHoro passutus, AL AL 20 13,74 13,42 H/L,
6 PS249500 HecuHpgpomanbHoe HapyLLeHne NHTeNneKTyanbHoro passutus, AP AP 58 39,85 39,45 H/n,
7 PS309530 HecuHgpomanbHoe HapyLUeHNe NHTENNEeKTyanbHOro passuTums, X-cu,. X-cu,. 26 35,72 37,69 H/p,
8 PS251200 Mukpouedanusi, onuroppeHust AP 23 15,8 17,25 H/L,
9 PS251280 Muikpouedanus, onurodpenmnsi, cnactuyeckas napannerus AP 7 4,81 4,95 H/A,
10 610542 BpoxpeHHas muacteHus, 12 tun AP 5 3,44 H/n, 0,1-0,9
11 PS117000 MwuonaTtus BpoXxaeHHas AP 8 55 2,56 H/n,
12 310200 Mporpeccupytowas MbileyHas auctpodusa dioweHHa X-cu. 27 37,1 17,25 1-9
13 310376 Mporpeccupytolas MbileyHas auctpodua Bekepa X-cu,. 3 4,12 2,24 5,4-6
HacnepctBeHHble 3abonesaHus rnas
12 PS116200 BpoxxpgeHHast kaTtapakTa /:\D'P, 1 ? 170,,5361 180, ‘1554 H/n,
16 231300 BpoxxgeHHas rnaykoma AP 7 4,81 3,83 1-9
17 PS310700 BpoxxaeHHbIin HUcTarm X-cu,. 8 10,99 11,82 H/0
18 120200 BpoxxgeHHas konoboma rnas AL 6 4,12 4,47 H/n,
19 PS148300 KepaTokoHyc A0 5 3,44 1,12 H/p,
20 PS268000 MUrMEeHTHBIN PETUHUT AP 5 3,44 2,4 10-50
HacnepcTtseHHble reHofepmMaTosbl
21 148700 JlapoOHHO-NOAOLLBEHHBIN rynepkepaTos AL 15 11,68 13,89 2,5-50
22 146700 MpocToii nxT1no3 AL 5 3,44 26,99 20-25
23 308100 NxTtnos, X-cu. X-cu. 9 12,37 15,01 10-50
24 PS305100 OKTogepManbHas gucnnasms X-cu. 3 4,12 2,24 0,1-1
HacnepcTtseHHble 3a6onesaHis ckeneta
25 100800 AxoHpponnasus A0 14 9,62 5,43
26 146000 [MnoxoHaponnasusa AL 6 4,12 3,35
27 185900 CuHpakTunus, Tun | AL 3,44 6,55 10-50
28 PS166200 HecoBepLueHHbIn ocTeoreHe3 AL 9 6,18 7,51 10-50
29 181800 gnonatnyeckuii ckonmos AL 22 15,11 7,35 10-25
30 PS136760 ®dpoHTOHa3anbHas aucnnasus AL 7 4,81 3,35 H/n,
31 226900 OnudursapHas gucnnasus, Tin 4 AP 5 3,44 0,8 H/n,
HacnepcTBeHHble CUHAPOMbI

gg PS130000 CuHppom dnepca-LaHno ':‘g 1‘515 93%642 4;‘5566 52
34 PS309510 CuHppoMasnbHOe HapyLleHVe MHTENNEKTYalbHOro pasBuTusi, X-cu, X-cu. 12 16,49 3,83 H/L
35 PS119530 CurHpgpom opodaumanbHbii Al 6 4,12 1,6 10-50
36 300624 CuHppom MapTuHa-benn X-O 7 9,62 5,43 10-50
37 113477 CuvHopom 6paxupakTunnm E — amenoreHesa — yMCTBEHHOW OTCTANIOCTV — HaHU3Ma AL 9 6,18 H/0 H/
38 143500 CuHpgpom XKunbbepa AP 9 6,18 3,03 H/0
39 PS118100 CuHpgpom Knunnens—®eiins AL 6 4,12 2,4
40 PS163950 CuHppom HyHeH AL 5 3,44 4,95 10-50
41 PS180849 CuHppom PybuHLiTeliHa-Tenbun AL 5 3,44 1,92
42 185300 CuHpgpowm LUTtypre-Bebepa AL 5 3,44 4,31 1-9
43 312750 CuHppom PetTa X-cu. 6 8,24 4,15 1-9
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Ta6nuua 5. OkoHYaHue

n po4ana HacneOcTBeHHas natonorna

44 PS220290 HeiipoceHcopHas HecrHapoManbHas TyroyxocTb AP 103 70,76 61,97 20-50
45 274400 BpoxkaeHHbI runoTrpeos AP 25 17,18 11,34

46 261600 DeHUNKETOHYpYS AP 40 24,94 22,02

47 PS173900 [MonukncTos noyex AL 20 13,74 4,63 10-50
48 PS262400 MaHrunonutyntTapmam AP 10 6,87 5,91 1-9
49 230400 fanakTo3emus AP 12 8,24 2,56 H/n,
50 219700 MykoBuncumnpos AP 12 8,24 7,35 10-50
51 201910 AnpeHoreHuTanbHbIi CUHAPOM AP 11 7,56 3,51 1-9
2 |aoteto | Beaenm e oo amoesnes s | o | e | o | <o
53 PS203200 AnbbUHN3M rNa3o-KOXHbIR, 2 TN AP 6 4,12 2,4 1-9
54 PS203100 ANb6VHU3M rNa30-KoXHbIR, 1 TN AP 5 3,44 5,59 1-9
55 608644 Tanaccemusi, 6eta- AP 5 3,44 0,8 H/n,
56 306700 lemocpunus A X-cu. 9 12,37 12,14 1-9
57 306900 lemodcpunus B X-cu,. 3 4,12 1,92 1-9

Mpumeyanmne: Ne OMIM — HomMepa 3abonesaHuii NO MexxayHapoaHomy katanory B. Mak Ketocruka OMIM; PS — deHoTununyeckas cepust 3abonesaHuii
reteporeHHor rpynnbsl 1o OMIM; T/H — Tun HacneposaHns; 4/6 — 4uncno 6oneHbix; PCO-A — Pecnybnnka CesepHas Ocetns — Anannst; EP® — cpepHne 3HaqveHns
PacnpPOCTPaHEHHOCT 3a00S1EBaHNSA MO Pe3ynbTaTam reHETUKO-3NMAEMMONOMMHECKIMX NCCNEA0BAHNI CPEM AETCKOro HaCeNeH1st eBPOMNencKomn Yactn PO; /O — HeT
[aHHbIX; PACIPOCTPaHEHHOCTb X-CLIEMIEHHON NaTonorum NpeacTaseHa Ha YMCAEHHOCTb MabYnKOB.

Taknum obpasom npoBedeHHbI aHannad OHB nokaszan
Hanu4Me  pervoHanbHbiX OCOBEHHOCTEN crnekTpa U
HEOBXOAMMOCTb CO3AAaHNSA CrEeLNMUIECKMX PernoHanbHbIX
MPOMUIAKTUHECKMX MPOrPaMM.

OBCY>XOEHVE PE3YJIETATOB

HYreno paboT Mo U3YHEHNKO KyMYTSTTVBHOW PacrpOCTPaHEHHOCTH,
pa3Hoobpasna 1 ocobeHHoCcTen pacnpocTpaHeHus OHB
Ccpean AETCKOro HaceNeHVs B MUPOBOW MPaKTVIKE OrpaHnYeHo
[2, 7-16], B PO Takune nccnegoBaHnsa npoBOAATCS TObKO
konnektveoMm ®OIFBHY «MIHL». NpoBegeHHoe u3y4deHne
KYMYNSTUBHOW pacnpocTpaHeHHocTn OHB cpegun oetckoro
HaceneHus PCO-A nokasano W3MEeHYUMBOCTb [JaHHOro
nokasatena B 17 cybrnonynaumsx pervoHa: ot 5,48 + 0,621
(1:196) B 1. BecnaHe oo 30,91 + 4,137 (1 : 34) B cenbckom
MecTHOCTU Wpadckoro parnoHa. [MokasdaHbl MOBbILLIEHHbIE
Bonee 4YeM B 2 pasa BeNmHHbI FEHETUHECKOTO Mpy3a Y AETCKOro
CenbCkoro HaceneHvs 17 cybnonynaumii no CPaBHEHWIO
CO 3Ha4YeHVsIMX B Masbix ropogax 1 pavueHTpax. JaHHas
cUTyaums HabnogaeTcsa No BCeM paHee obcnenoBanHHbiM B PO
cemMu nonynsaumam geten [17-20].

CpepHas pacnpocTtpaHeHHocTs OHB (1 @ 117) cpeam
neten PCO-A (tabn. 3 1 pUCYHOK) B HACTOSLLIEM UCCAEN0BaHNM
aHanornyHa AaHHbIM MO KyMYNSTUBHOW PacipOCTPaHEHHOCTA
B paHee U3y4YeHHbIX Hamu pervioHax Pd (quana3oH 3Ha4YeHnn —
ot 1 : 200 B YyBawwmm go 1 : 99 B KapadaeBo-Hepkeccun).
BaxxHO, 4TO cpedHsis pacnpoCTPaHEHHOCTb Yy AeTen
coctaBnser 1 : 130, T. e. 1% peten nmeet gnarHo3d OHB,
4YTO COOTBETCTBYET MPEeACTaBAEHHbIM OaHHbIM B paboTax
3apybexHbix konner [2, 3]. Kak gnsa ydeHblx, Tak 1 Ans
MPAaKTUHECKOro 3APpaBOOXPaHEHNS 1 0bLLecTBa HEOOXOAMMO
AKLEHTMPOBATb, YTO A0S CYMMapHOro KOMYeCTBa NMaLyeHToB
¢ OHB B nonmyaaUMsaX MPUXOOUTCS UMEHHO Ha OeTen —
58,62% OT BCeX BbISIBMEHHbIX MALVEHTOB B Pecnybnuke, YTo
HabnogaeTca 1 B Apyrux pernoHax. CpenHas 0oNs naumMeHToB
¢ OHB petckoro BospacTa OT BCEX BbIABEHHbIX OObHbIX B
BOCbMU 06CeAoBaHHbIX cybbekTax PO coctaBmna 43,5% (0T
35% B Kuposckon obnacty oo 58% B PCOA), xoTs 4ons BCero

[ETCKOro HaceneHnst B 06CneoBaHHbIX PErMOHax KonebneTcs
ot 17,80% B Knposckown obnactu ao 26,77% 8 PCOA. Takas
cuTyaumst o6ycroBeHa BbICOKOW NETANIbHOCTBIO 1 CHVDKEHHOM
MPUCNOCOBNEHHOCTBIO FEHOTUMOB MpU psade YacTteix OHB
[2, 3, 17-20].

PasHoobpasne OHB coctaBuno 241 3abonesanHuin (109
¢ Al-Hacneposanuem, 102 ¢ AP n 30 ¢ X-cu.). HambonbLuee
4qmicno BonbHbiX (N = 880, 70,91%) oTMeyeHO B rpynne
4YacTbix (4aiwie, Yem 1 : 30 000) Hozonorunm OHB — 57
(23,65%). [lMpoaHanuaumpoBaHbl cnekTp 4YacTbix OHB 1
VX pacnpocTpaHeHHocTb B PCO-A (tabn. 5), a Takxe
MPOBEAEHO CpaBHEHVE CO CPeAHeN PacnpPOCTPaAHEHHOCTBIO
B CEMU paHee 0OCNedoBaHHbIX PervoHax eBpPOnenckomn
qactn PO (EP®) n paHHbIMK MexxayHapogHon 6asbl Orfanet
[6, 17-20Q].

OcobeHHOCTBIO 0O6CNefOBaHHON MONYyNAUMM ABASETCS
BbICOKasi PacnpoCTpPaHEeHHOCTb OOMHHaAUaTV 3aboneBaHni,
N3 KOTOpPbIX TPW paHee He BCTPeYaIuCb B Hawux
ncenegoBarHuax (Ha 100 000): BpoXaeHHast MuacTeHust
12-ro Tvna (ren GFPT1) — 3,44 (1 : 29 112); pegkas dopma,
BCTpeYaroLasaca B MMPOBOKM mpakTuke y 1% nmaumeHToB C
BPOXAEHHOV ONCHYHKLMEN KOPbI HAAMOYEYHNKOB (AetuumT
3-0eTa-rvgpokencTeponaaervaporeHasbl 2 — reH HSD3B2) —
6,18 (1 16173); cuHopom OpaxupgakTunum Tuna E —
amenioreHesa — YMCTBEHHOW OTCTaiocT — HaHuadma 11,28
(He KapTUPOBaH).

C BbICOKOM pPacnpOCTPaHEHHOCTbIO Ccpean [OeTen
(Ha 100 000) BbISBNEHa BPOXAEHHAS MUOTOHUYECKast
onctpodusa 1-ro tuna — 6,87 (1 : 14 556), obycnosneHHas
9KCMaHCWen TPUHYKNeoTuaHOro nosTopa B reHe DMPK,
nporpeccupytollasd MbllevHas auctpodus [iolweHHa —
37,10 (1 : 2696 manb4MKoB), HenpodrbpomaTos | Tnna —
18,06 (1 : 7661), BpoxxaeHHbIA X-cu,. nxtmos — 12,37 (1 : 8087
Ma/lbYnKoB), cuHapoM MaptuHa-Benn — 9,62 (1 : 10327
Masb41KoB), cuHapoM Petta — 8,24 (1 : 12 130 mab4nkos),
axoHgponnasua — 9,62 (1 : 10 397), AP HecuHapomanbHas
HerpoceHcopHast TyroyxocTb 70,76 (1 : 1413). Bce maumneHTsbl
C BblLIENEPEUUCEHHBIMU 3a60NEBAHNSAMIN FEHOTUMPOBAHBI,
onpefeneHa NoKyCHasa 1 annefibHasg reTepOreHHOCTb.
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BbIBObI

HaceneHne PCO-AnaHus xapaktepuayeTcs cneumdmyeckimM
cnekTpom OHB, 06ycnoBneHHbIX peakummn MyTaumusmu,
HEKOTOpPbIE M3 KOTOPbIX HE BCTPEYAOTCA WM BCTpEeYatoTCH
ropasgo pexe B Apyrvx nonynaumax mvpa u PO, Obpallaet
Ha cebs BHMMaHve 60nee BbICOKad PacnpOCTPaHEHHOCTb
[aHHOro CcrnekTpa naToformii B CENbCKUX MOMyNsumsx.
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