4 | Octeonopo3 v octeonatuy / Osteoporosis and Bone Diseases OPUTMHATIBHOE MCCNEAOBAHNE

NCCNEAOBAHUE PACNTPOCTPAHEHHOCTU HECOBEPLUEHHOIO OCTEOINEHE3A @

N CUHAPOMA SJIEPCA-AAHJIO B PECMYBJIMKE BALUWKOPTOCTAH
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'®rbOY BO «balwKnpckmii rocygapCcTBEHHbI MeANLMHCKNN YHUBEPCUTET» MUHCTEPCTBA 34paBooxXxpaHeHms Poccriickonm
®epepaunm, Yoa, Poccus

2QIbY «HaumoHanbHbIN MEAVLMHCKII NCCNIe0BATENbCKNN LIEHTP SHAOKPUHONOr» MUHMUCTEPCTBA 34PaBOOXPaHEHUS
Poccuninckon Oegepaunn, Mocksa, Poccua

OBOCHOBAHMUE. HecosepLueHHbI octeoreHe3 (MKB10 Q78.0) n cuiapom dnepca-fanno (MKB10 Q79.6) npepctasnaoT
cobow pefikme HacneacTBeHHble (opdaHHble) 3a6oneBaHNA COeaUHNTENBHON TKaHU C BaprabenbHbIMU KIVHUYeCKUMM Npo-
ABNEHUAMMN 1 LLIMPOKNM CMEKTPOM MONEKYNSAPHbIX AepeKToB. [laHHbIe O pacnpOCTPAHEHHOCTM 3TMX 3aboneBaHNN pparmeH-
TapHbl BCNeACTBUE FeTeporeHHON KIMHMYECKON KapTUHbI U HU3KOW AOCTYMHOCTN MOSIEKYNAPHOW ANAarHOCTUKM, Kak B MUPE,
Tak n B Poccun. BmecTte ¢ TeM NOHMMAaHME 4YacToTbl BCTPEYAEMOCTN 3TUX 3a60M1eBaHNI MOXET NOMOYb onTMMnN3NpPoBaTb
AONarHOCTUKY 1 NOBbICUTb Ka4eCTBO OKa3aHUA MGAI/IL[I/IHCKOVI nomoLin ,anHOIZ KaTeropum naumneHToB.

LIENIb. MNMpoBecTy aHanu3 pacnpoCTPaHEHHOCTU HECOBEPLLEHHOTO OCTeOreHe3a 1 CMHApPoMa nepca-LaHno B Pecnybnvike
bawkopToCcTaH — MO AaHHbIM MeANLUHCKON AOKYMEHTaL K.

MATEPUAJIbI U METO/bI. laHHble 0 YACNEHHOCTN HaceNeHnA pecnybnmnKky nosyyeHbl Ha oduLManbHOM caite Teppu-
TopuanbHoro opraHa MefepanbHoNn cnyX0bl FOCYAapCTBEHHON CTaTUCTUKKM No Pecny6nuvke bawkopTtocTtaH. UHpopmaLms
0 YacToTe BCTPeYaemMocTy 3abosieBaHMI B3ATa Ha ocHoBe oT4eToB MKY3 Pb MepgnuuHcknii nHGopMaLMOHHO-aHannuTuye-
CKWUIA LEHTP, aHanm3a KaptoTteku [bY3 PecnybnukaHcKnn megumko-reHeTuyeckuii LeHTp (r. Yéda) n aHanmsa Pecny6nmkaHcKom
MeAULMHCKON MHGOPMaLIMOHHO-aHanUTUYecKon cnctembl «MpoMegy». MonekynapHo-reHeThyYecK e UcciefoBaHnA NpPoBo-
ONNNCb METOQOM MaCCOBOTIO NapanenbHOro CeKBEHMPOBAHNA.

PE3YJIbTATDbI. Bcero B Pecny6nvke balkopTocTaH 66110 BbisiBeHO 199 naLMeHTOB C HECOBEpPLLUEHHbIM ocTeoreHe3om (HO),
M3 HUX HaXxOAATCA MOA aKTUBHbIM HabnogeHuem 69 (34,6%) naumeHToB. MoneKkynAapHO-reHeTMYecKoe nccriefoBaHve npo-
BeeHo Anda 64 nauneHToB (32,1%), Npy 3TOM BbiiBNIeHO 16 NnaToreHHbIX u3meHeHul B reHe COLTAT, 11 naToreHHbIX MyTaLuii
B reHe COL1A2, no ogHown myTaumm B reHax P3HT n IFITM5. My»uuH BbisiBfieHO 112, >keHWwnH — 87 yenosek. [lonsa nauneHToB
Magwe 18 net B Lenom no pecnybnuke coctasuna 36,1%. B Yode 3apernctpuposaHo 80 naLuneHToB, NPOLEHT HAXOAALLMXCS
noj akTMBHbIM HabnoaeHem coctaBun 42,5%. B uenom B Pecnybnuke balwkopTocTaH 3apernctpupoBaHo 133 mauveHTa
C CMHAPOMOM 3nepca-LlaHsio, 3 HYX Nof aKTUBHbIM HabnogeHnem — 30 nauneHToB (22,5%). MoneKkynapHo-reHeTnyeckoe
nccnepoBaHve nNpoBefeHo AnAa 43 nauneHTos (32,3%), Npy 3TOM BbIABIEHO 5 N3MEHEHUN HYKNeOTUAHOW NocnefoBaTeb-
HocTu B reHe COL5AT n 3 — B reHe COL5A2. My>xuuviH B LiesioM no pecny6nvike 71 yenosek, »eHWwuH — 62. Kak n B cnydae
¢ HO, npeo6nagatot nayueHTbl cTapiie 18 neT — mx 89 yenosek (66,9%), Nof akTUBHbIM HabntogeHnemM U3 HUX 18 NaumneHToB
(28,6%). ObLwan pacnpoctpaHeHHocTb HO B Pecny6nvke bawkopTtocTaH coctaBuna 5,031 cniyyas Ha 100 TbiC. HaceneHms,
cuHpgpoma dnepca-fAanno — 3,362 cnyyas Ha 100 Tbic. HaceneHwusA. lNauneHTbl C HeCoBepLUEHHbIM OCTEOreHe30M Yalle Haxo-
[OATCA Nof aKTUBHbBIM HabMIOAEHVEM MO CPABHEHMIO C UMEKLUMU CUHAPOM dnepca-Hanno (48,6 n 22,5% COOTBETCTBEHHO),
yTo 06 BACHAETCA Bonee ANNTENbHBIM NEPMOLOM PabOoTbl C STOW FPYNMON 6ONbHBIX.

3AKJTIOMEHUE. OnpepeneHa pacnpocTtpaHeHHocTb HO 1 cungpoma dnepca-LaHno B Pecnybnuke bawkopTocTaH no gaH-
HbIM MeZVLMHCKOW foKyMeHTaumun. O6Lwana pacnpocTtpaHeHHocTb HO B Pecnybnuke bawkopTtocTaH coctaBuna 5,031 cnyyan
Ha 100 TbiC. HaceneHus, cnHapoma dnepca-faHno — 3,362 cnyyasa Ha 100 TbiC. HaceneHus.

KJTKOYEBDIE CJTOBA: HecoBeplueHHbIii ocTeoreHes; cUHApPOM dnepca-LaHsio; pacnpoCTpaHeHHOCTb; SNNAEMUOSOTSA.

STUDY OF THE PREVALENCE OF OSTEOGENESIS IMPERFECTA AND EHLERS-DANLO
SYNDROME IN THE REPUBLIC OF BASHKORTOSTAN
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BACKGROUND: Osteogenesis imperfecta (Q78.0) and Ehlers-Danlo syndrome (Q79.6) are rare inherited (orphan) connective
tissue diseases with variable clinical manifestations and a wide range of molecular defects. Data on the prevalence of these
diseases are fragmentary due to the heterogeneous clinical picture and low availability of molecular diagnostics both in
the world and in Russia. However, understanding the frequency of these diseases may help to optimize diagnosis and im-
prove the quality of medical care for this category of patients.
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AIM: To analyze the prevalence of osteogenesis imperfecta and Ehlers-Danlo syndrome in the Republic of Bashkortostan
according to medical records.

MATERIALS AND METHODS: Data on the population of the republic were obtained from the official website of the Fed-
eral State Statistics Service for the Republic of Bashkortostan. Information on the incidence of diseases was taken from
the reports of the Medical Information and Analytical Center of the Republic of Bashkortostan, analysis of the card file of
the Republican Medical and Genetic Center (Ufa) and analysis of the Republican Medical Information and Analytical System
«ProMed». Molecular genetic studies were performed by massively parallel sequencing.

RESULTS: A total of 199 patients with osteogenesis imperfecta have been identified in the Republic of Bashkortostan,
69 (34.6%) of them are under active observation. Molecular genetic study was performed for 64 patients (32.1%), and
16 pathogenic changes in the COL1A1 gene, 11 pathogenic mutations in the COLT1A2 gene, one mutation each in the P3H1
and IFITM5 genes were detected. 112 males and 87 females were identified. The share of patients under 18 years of age in
the whole republic amounted to 36.1%. In Ufa 80 patients were registered, the percentage of patients under active surveil-
lance amounted to 42.5%. In general, 133 patients with Ehlers-Danlo syndrome were registered in the Republic of Bashko-
rtostan, of which 30 patients (22.5%) were under active surveillance. Molecular genetic study was carried out in 43 patients
(32.3%), and 5 changes of nucleotide sequence in the COL5A1 gene and 3 in the COL5A2 gene were revealed. There were
71 men and 62 women. As in the case of LE, patients older than 18 years prevail — 89 patients (66.9%), 18 patients (28.6%)
were under active surveillance. The overall prevalence of osteogenesis imperfecta in the Republic of Bashkortostan amount-
ed to 5.031 cases per 100,000 population, Ehlers-Danlo syndrome — 3.362 cases per 100,000 population. Patients with oste-
ogenesis imperfecta are more often on active follow-up compared to Ehlers-Danlo syndrome (48.6% and 22.5%, respective-
ly), which is explained by a longer period of work with this group of patients.

CONCLUSION: The prevalence of osteogenesis imperfecta and Ehlers-Danlo syndrome in the Republic of Bashkortostan
according to medical records was determined. The total prevalence of osteogenesis imperfecta in the Republic of Bash-
kortostan amounted to 5.031 cases per 100 thousand population, Ehlers-Danlo syndrome - 3.362 cases per 100 thousand

population.

KEYWORDS: osteogenesis imperfecta; Ehlers-Danlo syndrome; prevalence; epidemiology.

OBOCHOBAHUE

HecoBepuieHHbIN octeoreHes (HO) npeactasnsaet cobon
CMCTeMHOe 3aboneBaHne CoeVHUTENbHON TKAHW, XapaKTe-
pu3ytoLleeca HA3KOMN KOCTHOW Maccom 1 XPYMNKOCTbIO KOCTEN,
BblI3blBalOLEee 3HAUYMTENIbHOE CHUKEHME KauyecTBa >KU3HU
nauVeHTOB 13-3a 6051, HEMOABUXKHOCTU, AedopMaLii CKe-
neta v gedpuunta pocta [1]. CHMKEHME NPOYHOCTU KOCTeM
NPUBOAUT K MHOXECTBEHHbIM NMATONIOMMYECKNM, MaNioTPaB-
MaTMYHbIM nepenomMam [2, 3]. BHeckeneTHble NposBReHWA
MOTYT BKJIIOUaTb 3yOHble aHOManuu, cepo-ronybble CKepsbl,
noTepio Cnyxa, rMnepPMoOOUIbHOCTb CYCTaBOB N — pexe —
MbILLEYHYIO CNaboCTb, CEPAEYHO-COCYAMCTbIE 1 JIETOYHbIE
ocnoxHeHus. Mo oueHkaMm, 3abonesaemoctb HO cocTaBnsaeT
B cpeaHem 1:10 000 [4]. peHTudUKauma BApUaHTOB B reHax,
cBA3aHHbIX ¢ HO, y nerko nopaeHHbIX 1in 6eCCMMITOMHbIX
nofen noaTeepKAaeT Hannumne 6osee WIPOKOro KNrHuye-
CKOrO CMeKTpa, KOTOPbI BapbupyeTca OT HU3KOW KOCTHOWN
MacCbl M paHHEro ocCTeonopo3a A0 MNPOrpeccuMpyloLlero
nedopmmpyioulero 1 nepuHatanbHoro netanbHoro HO [5].
BonbWKWHCTBO ClyyaeB NMeeT ayTOCOMHO-AOMMHAHTHOE Ha-
cnefoBaHWe, CyLeCTBYIOT peueccrBHble u o 30% cnopagm-
yeckme popmbli [6].

CnHppom dnepca-AaHnoca (C3[1) npeacrasnseT cobon
HacneacTBeHHOe 3aboneBaHWe COeAVMHMUTENIbHOW TKaHu
C pa3HOoObpasHbIMU GEHOTUMMYECKUMU TMPOABAEHUSMU.
HecmoTpa Ha KNMHUYECKYIO reTeporeHHOCTb, OCHOBHbIMU
CUMMNTOMaMK ABNAOTCA XPYMNKOCTb U M36bITOYHAA pacTs-
XMMOCTb KOXW, TMNepmMoOUSIbHOCTb CYyCTaBOB 1 Upe3mep-
Haa KPOBOTOUMBOCTb [7]. KNuHMYeCKnin cnekTp TaXKecTn
BapbMpPYeT OT NIErkon rmneppacTsHKUMOCTU KOXN 1 runep-
MOOWNBHOCTU CYCTaBOB A0 TsXenbiX ¢usnyeckux pedek-
TOB M YrpOXaloLWwmUX »KNU3HN COCYAMCTbIX OCNOXHeHUN [8].

C3[] AaBnseTcA OTHOCUTENbHO pPefKMM 3abonieBaHUEM, Mo-
paxawowmm 1 yenoseka Ha 5000-10 000 yenosek. JaHHble
nuTepaTypbl 3a4acTylo NPOTMBOPEUMBDI, YTO CBA3AHO C He-
[JOCTaTOYHbIM KONMYECTBOM WCCNefOBaHNA, OTCYTCTBUEM
[l0 onpeaeneHHoro BpemMmeH yHNGULMPOBAHHbIX MOAXOL0B
K AMArHoCTUKe 1 B L|e/IOM ee BbICOKOW CNoXHocTblo [9, 10].
Ha cerogHAWHNA geHb He BbIABNEHO CYLECTBEHHbIX paco-
BbIX UV reorpaduryeckux GakTopos, BAMSAIOWMNX Ha pacnpo-
cTpaHeHHocTb C3M. Knaccnueckmi tun C3[ npucyTcTByeT
npumepHo y 1 u3 kaxgbix 20 000 yenosek [11].

LIENTb UCCNEJOBAHUA

MNpoBecTn aHanM3 pacnpoOCTPaHEHHOCTM HeCoBepLUeH-
HOro oCcTeoreHesa u cMHapoma dnepca-anno B Pecnybnvike
bawkopTocTaH No gaHHbIM MeAULIMHCKON fOKYMEHTaLnNn.

MATEPUAJIbl U METOAbI

B pamkax 3nmaemMmonornyeckoro MCciegoBaHuUA W3-
yuyeHbl MOKasaTenu pacnpoctpaHeHHoctn HO wn C3[
B Pecnybnuke balukopTocTaH, TepputopuanbHble 0CObeH-
HOCTM M pAL AOMNONHUTENbHbIX 3MMAEMMONONMYECKUX Xa-
PaKTepuCTMK, TaKMX Kak MOSIOBOM M BO3PACTHOW COCTa-
Bbl. YncneHHocTb HaceneHna Pecny6nuku bawkoprtocTaH
Ha 01.01.2023 r. coctaBnaeTr 4 051 005 uvenoBek, N3 HUX
1899 317 myXuunH 1 2 151 688 xeHwmH. [laHHble 0 uncnex-
HOCTW HaceneHusa pecnybnKy B LesIoM, O pacnpegeneHum
HaceneHuA No Moay M NO BO3PACTHbIM rpymnnam, a Takxe
O UYWCNEHHOCTU HaceneHus, MPOXKMBAIKOLWEro B pPaMloHax
1 ropogax pecnybnuku, nonyyeHbl Ha opuLManbHOM canTe
TeppuTtopuanbHoro opraHa MepepanbHoOM Cny6Obl rocy-
JAapCTBEHHOWN CTaTUCTUKKU no Pecnybnuke bawkopTocTtaH
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[https://02.rosstat.gov.ru/]. PacnpocTpaHeHHOCTb 3abone-
BaHUA (6one3HeHHOCTb, prevalence) Boluncnanacb no ¢op-
myne: «(Yrcno nepBuYHbIX ObpaLlleHnid No nosogy 3abo-
NeBaHWI, BbIBIEHHbIX B JaHHOM U B NpeApbigywme rogbl /
CpenHssA YMCNIEHHOCTb HaceneHus) x 1000». MiHbopmauumsn
0 YacToTe BCTPEYAeMOCTV 3ab0NeBaHUN B3ATAa Ha OCHOBE
otueToB [KY3 Pb MeanumHCKnii HPOpPMaLNOHHO-aHANUTH-
YecKuii LeHTp, aHanu3a Kaptoteku [bY3 Pecny6nvkaHckumm
Me[NKO-TEHETUYECKUIN LIeHTP — obLlee KONMyecTBo nauu-
€HTOB U aHanu3a Pecny6nmkaHCKoON MeauUMHCKON nHbOp-
MaLMOHHO-aHanuTnyeckom cucrtembol «lpoMep» — naumeH-
Thbl, HAXOAALMECSA MO aKTUBHbBIM HabntogeHUeM, MOCKONbKY
3arnosiHeHne gaHHon 6a3bl Havanocb B 2018 r. lnarHos «He-
COBepLUEHHbIN OCTeoreHe3» YCTaHaBNNBANCA MeANLNHCKI-
MU FeHeTUKaMn Ha OCHOBAHUN KNMHNYECKUX MPU3HAKOB, Ta-
KMX KaK COYeTaHe MHOXXECTBEHHbIX HU3KOTPaBMaTUYECKMX
NnepenomoB C PaHHUM AeBIOTOM, Hanmure rolybom okpacku
CKNep, MaTonorMM 3Mannm N Npu UCKNIOYEHNN BTOPUYHDBIX
NPWYMH PaHHEro Pa3BUTMA OCTeonopo3a. AmarHo3 «Cux-
Opom dnepca-JaHno» ycTaHaBNMBaNCA MegULUHCKUMA re-
HETUKaMM Ha OCHOBaHUM MoANULMPOBAHHbIX BunbdpaH-
LUCKUX KpuTepueB. [na yacTi nauneHToB Obifla NpoBeaeHa
MOJIEKYNAPHO-TeHeTUYECKaa ANarHoCTKa C NpYMeHeHEM
MeToAa napasnieNibHOro MacCoBOro cekBeHMpoBaHuA. Kap-
Tbl PACNpPOCTPAHEHHOCTU 3ab0NeBaHNIN COCTABNEHbI C WC-
nonb30BaHUeM NporpammHoro obecneuyeHusa Ms. Paint 3D.

PE3YJNIbTATDI

Bcero B Pecnybnuke bawkopTocTaH O6blfo BbISIBIIEHO
199 naumeHToB ¢ HO, 13 HUX Mo akKTUBHbLIM HabnoaeHn-
eMm — 69 (34,6%) nauyneHToB. My>XUMH BbIABNEHO 112, XKeH-
WwunH— 87 yenoBek. [lona nauneHToB Mnagwe 18 net B uenom
no pecnyb6nuke coctaBuna 36,1%. OCHOBHble xapakTepu-
CTVIK/ faHHOW BbIOOPKM NpeacTaBieHbl B Tabnuue 1. B Yde
3apernctpupoBaHo 80 MauWeHTOB, MPOLEHT HaxoAALUX-

CA Noj aKTUBHbIM HabnloAeHUEeM HECKONbKO 6orblue, Yyem
B cpefHeM no pecnybnuke (42,5%), Kak 1 fons NaLMeHTOB
mnagwe 18 net (45%). B KpynHbix ropogax C HaceneHuem
6onee 100 000 yenosek (Crepnutamak, Hedrtekamck, Cana-
BaT, OKTAGPbCKMI) BCErO 3aperncTpupoBaHo 23 naLlueHTa,
M3 HUX NOA aKTMBHbIM HabngeHnemMm — Tonbko 6 (26%).
Takke oTMeuaeTca npeobnafaHve MaLUEHTOB CTapLue
18 neTt (74%), npn 3TOM JONA NaUVEHTOB C YCTAaHOBJIEHHbIM
MONEKYNAPHbIM AMarHO30M COMOCTaB/IMa CO CPeAHUMU MO-
KasaTenamu no pecnybnuke (26%). B HaceneHHbIX NyHKTax
C HaceneHvem meHee 100 000 yenoBek npoxkmBaeTt 96 na-
umeHToB ¢ HO, 13 HMX 37 HaxoAATCA MOA aKTMBHbLIM Habno-
OeHunem (38,5%). Cpean Bcex MauneHToB ObUIO BbIABIEHO
166 cnopagunuecknx 1 15 cemeiHbIX ciydyaeB 3aboneBaHms
(tabn. 2). bbin npoBefeH aHanU3 pPACNPOCTPAHEHHOCTM
HO B pa3nuyHbiX HaceneHHbIX MyHKTax Pecnybnuku balwu-
KopTocTaH. [laHHble 0 pacnpocTtpaHeHHocT HO B palioHax
pecnybnuku npuBegeHbl Ha puc. 1.

B uenom uactota BcTpevaemoctn HO no Pecny6nuvke
bawkopToctaH coctaBnset 5,031 cnyyaa Ha 100 000 Hace-
NeHnA, ecn NPOBECTM pacyeT C YYeTOM BCeX MauueHTOB.
Ecnu o6begunHnTL cemeiiHble cnyyam 3aboneBaHud, YactoTa
ymeHbLlumnTca ao 4,576 cnyyana Ha 100 000 HaceneHus. Peru-
OHbl C Hanbonee BbICOKMMY MOKa3aTENS MU PaCNpPOCTPaHeH-
HOCTW: KylHapeHKOBCKUN, ACKMHCKUK, HyprmaHoBCKUN,
YnwmmnHcknnm n benokatanckmim, rge yactota BCTpeYaemo-
cTn 6bina 6onblue 10 Ha 100 000 HaceneHuA. OTyacTu 3TO
0OBACHAETCA CeMeNHbIMU CJlyYasMu B [aHHbIX palioHax,
HO NPU KOPPEKTNPOBKE YaCTOTbl MO CEMENHbIM CllyYasaM Mo-
Ka3saTtenn AcknHckoro, HypumaHosckoro n benokatainckoro
|PAiOHOB HEe M3MEHMUNNCD. B 60/IbLUIMHCTBE PaioHOB 1 ropo-
[OB pecny6numKm yactoTa BapbmpoBana ot 3 go 10 ciiyyaes
Ha 100 000 HaceneHwus, B benopeukom, bupckom, Tynma-
3UHCKOM 1 AG3eNMIOBCKOM palioHax OHa Obina MeHee 3.
B 21 paiioHe U aAMMHUCTPATMBHOM OKpyre He Obino 3a-
perncTpnpoBaHo Hu ogHoro nauueHta ¢ HO. OTmeyaeTtca

Ta6nuua 1. OcHoBHble Aemorpaduyeckre xapaktepucTuky nauneHtos ¢ HO B Pecny6nvike balwkopTtocTtaH

Kateropumn [o 18 ner Crapuwe 18 ner My>KunHbl MKeHwmHbI
Bcero nauuneHToB 72(0,361) 127 (0,639) 112 (0,562) 87 (0,438)
Ha yuerte B «[poMepn» 35 (0,486) 41 (0,322) 42 (0,375) 34 (0,390)
o 18 net 39(0,348) 33(0,379)
Crapwe 18 net 73(0,652) 54 (0,621)

Tabnuua 2. Snugemmnonornyeckmne XapaKTepuUcTnKn NnaymMeHToB C HO B PECI'Iy6J'II/IKe EaIJJKOpTOCTaH B 3aBNCUMOCTUN OT MeCTa

npoXuBaHNA
Kateropun Bcero Yoa fopopa >100 000 lopopa <100 000
HaceneHuna HaceneHuna
Bcero nauneHtoB 199 23 96
69 6 37
Ha yuete B «[1poMeg» (0,346) 34 (0,425) (0,260) (0,385)
72 6 30
Jo 18 net (0.361) 36 (0,450) (0,260) (0.313)
Crapuwe 18 ner 127 (0,639) 44 (0,550) 17 66
P ' ’ (0,740) (0,687)
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PacnpocTpaHeHHOCTb
Ha 100 000 HaceneHmna
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PucyHok 1. TepputopuranbHbIi aHanu3 pacnpocTtpaHeHHocT HO B Pecny6nuke bawwkopTocTaH.

NoBbILWEeHHaA YacToTa BcTpeyaeMocT HO B KpymnHbIX ropo-
ndax pecny6nukn — Yode n Crepnntamake, a Takxke 6nusne-
XKalux paroHax, YTto, BeposTHee BCero, obycnioBneHo 6o-
nee BbICOK/M KayeCTBOM OKa3aHuA MeANLNHCKON NOMOLLK,
1 B YYanMHCKOM paioHe. [laHHbI parioH oTHOCKTCA K baww-
KMPCKOMyY 3ayparnbio M NpefcTaBnsaeT pPermoH ¢ HaMeHb-
e TPaHCNOPTHOM AOCTYMHOCTbIO OTHOCUTENIbHO OCTaslb-
HOW TeppuUTOpPUK Pecnybnuky, Tak Kak TeppuTopmrsa parioHa
BbITAHYNAaCb MONOCOW BAOJIb BOCTOYHOIO CKITOHA YPanbCKMX
rop. MonekynsapHo-reHeTU4yeCcKoe ncciegoBaHve nposeae-
HO AnA 64 nayneHToB (32,1%), Npn 3TOM BbIABNEHO 16 naTo-
reHHbIX n3meHeHul B reHe COLTAT, 11 naTOreHHbIX MyTaLui
B reHe COLTA2, no ogHom myTaumm B reHax P3HT w IFITM5.

Bonee nogpobHble faHHbIE O MONEKYNAPHON apXUTEKTYpe
HO npepcraBneHbl B npeaplaywmnx nyénnkaumax [6, 12, 13].

B uenom B Pecny6nuke bawkopTtocTtaH 3apernctpuposa-
HO 133 mauuneHTa c cMHAPOMOM dnepca-LaHno, U3 HUX nog
aKTMBHbIM HabnogeHnem HaxogATcst 30 nauneHToB (22,5%).
My>urH B uenom no pecnybnuke 71 YyenoBek, »KeHWmH —
62. Kak 1 B cnyuyae ¢ HO, npeobnapatoT nauyueHTbl ctaplue
18 netr — wnx 89 uyenosek (66,9%). OcHOBHble Aemorpadu-
yecKkune xXapakTepucTrkn naumenToB ¢ CO[1 npeactaBfeHsbl
B Tabnuue 3. B Yoe 3apeructprpoaHbl 54 nauuneHTa ¢ C3[,
M3 HUX TONIbKO 8 4YenoBeK HaxodAaATCA MOA aKTUBHbIM Ha-
6niogeHnem (14,8%), pons nauveHToB Mnagwe 18 net uyTb
MeHbLUe, Yem B LesioM no pecnybnuke (26,9%). B KpynHbix
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Tab6nuua 3. OcHoBHble XxapakTepucTuky nauymeHTos ¢ C3/1 B Pecny6nuke bawkopTocTaH

Kateropun Lo 18 ner Crapuwe 18 net My>»xuuH MKeHwuH
Bcero nauneHToB 44 (0,330) 89 (0,670) 71(0,533) 62 (0,467)
Ha yuerte B «[lpoMep» 19 (0,431) 11(0,123) 14 (0,197) 16 (0,258)
Jo 18 net 21(0,295) 23(0,370)
Crapuwe 18 net 50 (0,705) 39(0,629)

Tabnuua 4. Snugemronornyeckme xapakTepucTuky nauueHtos ¢ C3f] B Pecny6nuke balwkopTocTaH B 3aBUCMMOCTU OT MecTa

NPOXXMBaHUA

Kareropun Beero véa Prneneunn  wacenesun
Bcero C3[] 133 16 63
Ha yuerte B «[pomea» 30(0,225) 8(0,148) 3(0,187) 18 (0,286)
[0 18 niet 44.(0,330) 16 (0,269) 5(0312) 23 (0.365)
Crapuwe 18 net 89 (0,669) 38(0,703) 11(0,688) 40 (0,635)

ropogax 3apeructpupoBaHo 16 naumeHtoB ¢ C3[,
M3 HUX 3 MauMeHTa HaxoOsaTCA Nnop akTMBHbIM HabnaeHW-
em (18,7%). PacnpefeneHne no BO3pacTHbIM rpyrnnam comno-
CTaBUMO CO CpefHMMU AaHHbIMK Mo pecnybnuke — 31,2%
nauneHToB mnaguwe 18 net. B HaceneHHbIX NyHKTax MeHee
100 000 HaceneHuA NpomBatoT 63 naumeHTta ¢ C3[, U3 HUX
23 mnaawe 18 net (36,5%). MNopa akTUBHbLIM HabNOAEHNEM
HaxogAatca 18 mauuneHToB (28,6%). Cpean BCex MaLWEHTOB
6b110 BbisABNEHO 111 cnopagnyecknx 1 8 CeMemnHbIX Cllyya-
eB 3aboneBaHuA. OCHOBHbIE SMMAEMMONONMYECKME AaHHble
no nayMeHTam C CMHAPOMOM dnepca-LaHno npeacTaBfeHbl
B Tabnuue 4. bbin NpoBeAeH aHanM3 pPacnpoCcTpaHeHHOCTN
C3[1 B pa3nnuHbIX HaceneHHbIX NyHKTax Pecny6nukn baw-
KopTocTaH (puc. 2). B uenom no pecnybnvke pacnpoctpa-
HeHHOCTb C3]1 coctaBuna 3,362 Ha 100 000 HaceneHus. [Mpn
UCKJTIOUEHNN CEMEVHBIX CllyyaeB 3aboneBaHnA YyactoTa Co-
ctaBuna 2,831 cnyyaa Ha 100 000. PanoHamu, rge vactoTa
BCTpevyaemocTu npebicuna 10 Ha 100 000 HaceneHus, 6biIn
bakanuHckuii, Tonb6asnHCcKNin  MUAKUHCKUIA, NPy 3TOM Npun
pacCMOTPEHUN CeMENHbIX ClyyaeB, Kak OAWH, CTOMb e
BbICOKME MOKa3aTenn oCTanncb B ToNGasUMHCKOM palioHe.
B ocTanbHbIX paioHax 1 ropofax He Obifio BbIABMEHO 3Ha-
yrMoro npeobnafaHna YacTOTbl BCTPEYAEMOCTM CJTyYaeB
C3[. B Yde nokaszaTenb pacnpoCcTpaHEHHOCTU COCTaBWI
4,387 Ha 100000 HaceneHua, nocne Koppekunmn cememn-
Hbix cnyyaeB — 3,819. B 26 panoHax n agMUHUCTPATUBHbIX
OKpyrax He Oblfo 3aperncTPUPOBAHO HU OLHOMO MaLMeHTa
¢ C3[. Npu oueHKe reorpaduyeckon pacnpoCcTpaHeHHo-
CTV CUHAPOMa B pecnybnnke TakKe He Obifio BbIABJIEHO 30H
HakonneHusi 3aboneBaHuA. MonekynapHoO-reHeTMyeckoe
nccnefoBaHme nposedeHo ana 43 naumentos (32,3%), npu
35TOM BbIAIBIEHO 5 M3MEHEHUN HYKNeoTUAHOW nocnenoBa-
TenbHocTU B reHe COL5AT n 3 — B reHe COL5A2.

OBCYXXAEHUE

WccnepoBaHua HacnencTBeHHbIX ¢opm 3aboneBaHuin
COenMHUTENbHOM TKaHU Kak B Poccuu, Tak U B M1pe, HOCAT
dparmeHTapHbIn xapakTtep. CyllecTByeT Nulb HECKONbKO
3MMAEMUONOTMYECKUX NCCIeQOBaHNIA MO OLEHKe pacnpo-

cTpaHeHHoctn HO B nonynAuuax mmpa. B nccnegosaHum
loX)HoamepuKaHckon nonynauum Oroli et al. 6611 oueHeH
YPOBEHb PacnNpOCTPAHEHHOCTN CKeNleTHbIX A[UChIasun
npu poxkgeHuu, yactota BcTpeyaemoctn HO coctaBuna
0,4 Ha 10 000 HoBOpoOXAeHHbIX [14]. B uccnepoanun Stoll.
yactota BcTpeyvaemoct HO npum poxpeHun coctaBuna
1 Ha 15000 HoBOpoOXAeHHbIX B CTpacbypre (OpaHuus)
n ero okpectHocTAx [13]. D.O. Sillence et al. npu uccnepgosa-
HUW aBCTPaNUIACKOW NONynAuMnM BbAEANIN TPy 6ONbLINX
rpynnbl nauneHToB ¢ HO. MepBadA rpynna — AOMUHAHTHO
Hacnepgyembln HO ¢ rony6bimMu cknepamu. Mo gaHHbIM ne-
penucn HaceneHna 1976 r., MMHMManbHaA YacToTa B LWTa-
Te BukTopua oueHmBanacb Kak 127 Ha 3 746 000, To ecTb
3-4 Ha 100 000 HaceneHuA. B nepuog ¢ 1955 no 1974 rr.
BKITIOUMTENIbHO MMHMMasbHasa 3a60neBaeMoCTb COCTaBMIIa
3-5Ha 100 000 unn 1 Ha 28 500 xrBOpOXAeHHbIX. Bropas
rpynna — nepurHaTanbHbIA neTanbHbin HO ¢ peHTreHorpa-
dryeckn «cmMopLleHHbIMUY GefpeHHbIMM KOCTAMU 1 pe-
6pamu c «yeTkamu». B neprog ¢ 1965 no 1975 rr. poannocs
12 mnageHueB ¢ 3Tum BapuaHtom HO, yactoTa cocTaBuna
12 Ha 749 851 nnm 1-6 Ha 100 000 xuBopoxaeHuin. Tpe-
TbA rpynna — nporpeccmeHo gedopmupytowmin HO ¢ Hop-
ManbHbIMK cKnepamun. B 1976 r., Korga 4vMcneHHOCTb Ha-
ceneHma no nepenucn coctasnAna 3 746 000 uvenosek,
B WTaTe BukTopus npoxusano 18 60nbHbIX. Takum obpa-
30M, MUHMMaNbHaA PacnpPOCTPAHEHHOCTb 3TOr0 CUHAPO-
ma cocTasnana 18 Ha 3 746 000, To ectb 0,48 Ha 100 000.
B nepwnog c 1955 no 1976 rr. BKNoUnTENbHO B WTaTe BukTo-
puA 6bin 3aperncTprpoBaH 21 601bHON HOBOPOXKAEHHbIN,
13 13 KoTopbIX BbKUAWY, @ 8 ymepnu. Takum o6pa3om, Mu-
HUManbHas 3aboneBaemocTb coctaBuna 21 Ha 1 444 716,
TO ectb 1,45 Ha 100 000 uBopoxAaeHHbIX [16]. B daHun
yactota 60ne3HM B nonynAuumM coctaBuna 21,8 ciyvas
Ha 100 000 HaceneHusa [17]. HO BcTpeyaeTca Bo Bcem mupe
6e3 reHaepHbiX pasnuunin. Mo oueHkam, B CoeanHEHHbIX
LLItaTtax HacuuTbiBaeTCA NprMepHo 25 000-50 000 60MbHbIX.
XoTa 371 U pbl MOTYT ObITb 3aHVXKEHbI, MOCKONbKY Nerkue
¢dopmbl HO 3auacTyto ocTtaloTcs HeMarHOCTUPOBaHHbIMMU.
OawuH cnyuvan HO npuxogntca npumepHo Ha 10 000 xu-
BopoxzeHHbIx B CLUA, Ho BO Bcem mupe 3aboneBaemocTb
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PucyHok 2. TepputopmanbHbiii aHanu3 pacnpoctpaHeHHocTy C3[1 B Pecny6nuke balwkopTocTaH.

Bapbupyetca [18]. Ecny yunTbiBaTb faHHYIO OLIEHKY C MO-
NpaBKOM Ha YNCNeHHOCTb HaceneHua (B CLLUA B 2007 . —
302,2 mnH, B Poccumn Ha 1 aBrycta 2015 r. — 146,4 miH
yenosek), B PO moxeT Haxopgutbca 12 500-25 000 nauvnen-
ToB ¢ HO. B poccuincknn pernctp HO BkntoueHo onncaHne
650 cnyuaes, n3 HMX 421 — y feTein, YTo CBUAETENbCTBYET
0 3HauMTENIbHOM MO MacwTabam runoamnarHocTrke 3aborne-
BaHWA. [IpMUMHO STOMY MOXKET ObITb HELOCTAaTOYHAsA OCBE-
[OMJIEHHOCTb Bpayel B BONpPOcCax ANarHOCTUKN U NeYeHns
HO [19]. B poccunckmx nonynaumuax pacnpoCcTpaHeHHOCTb
HO c aytocomHO-goMMHaHTHbIM (Al) TUMOM HacnegoBaHUA
cocTaBnseT B pecnybnukax Agbires 1:65 000, Caxa fky-
A 1:7869, bawkopTtocTtaH 1:24 824, TatapctaH 1:52 316,

YomypTua 1:22 194, Mapun 3n 1:57 190, Koctpomckas o06-
nactb 1:74 080, Teepckas obnactb 1:25 333. Mpu nccnepo-
BaHWM pacnpocTtpaHeHHocTn HO B PocTtoBCcKOW 06nactm
BbiABNIeHO 19 cemenn (29 6onbHbIX) ¢ A[l TMNOM Hacnepno-
BaHuA 1 1 cemba (1 60NbHOI) C ayTOCOMHO-PELIECCUBHbBIM
TNOM HacnegoBaHusa. Obuwasa pacnpPoCcTpPaHeHHOCTb 3a60-
nesaHua coctaBuna 1:16 582 (unm 6,03 Ha 100 000 Hacene-
HuA) [20].

C3[ ABNAeTCA OTHOCUTENBbHO PeaKMM 3aboneBaHUEM,
nopaxatowm 1 Ha 5000-10 000 yenosek. laHHble nuTepa-
TYpbl MPOTUBOPEYNBbI, YTO CBA3AHO C HEeJOCTAaTOUYHbIM KO-
NINYECTBOM MCCIIeQOBaHWIA, OTCYTCTBMEM [0 OnpeaesieHHO-
ro BpemMeHU yHUOULMPOBaHHbIX MOAXOA0B K ANArHOCTUKE
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1 B LIEJTOM ee BbICOKOM CNIoXHOCTbIo [9, 10]. Ha cerogHswHMn
[eHb He BbIIBNIEHO CYLECTBEHHbIX PacoBbIX WM reorpa-
¢durueckrx GakTopoB, BAUAIOWNX HA PaCNpPOCTPAaHEHHOCTb
C3M. Knaccnueckmn tvn C3 npucyTCTBYET NPUMEPHO
y 1 u3 Kaxkgpix 20 000 yenosek [11]. Jluya c oTAroweHHoON
HacneaCcTBEHHOCTbIO MMelT 50% BepoOATHOCTb Pa3BUTUA
6onesHn [21]. Cocyguctbii Tn C3[] coctaBnAeT OTHOCU-
TeNIbHO HebOoNbLION NPOLEHT Bcex cinydyaeB (0kono 4-5%)
1 nopaxkaet npumepHo 1 13 Kakabix 50 000-250 000 yeno-
Bek [9]. Kpome Toro, getu niofen ¢ 3Tum 3aboneBaHnem Ume-
0T 50% LwaHC yHacnefoBaTh 3aboneBaHne, MOCKONbKY COCy-
anctoin CO1 nouTy BCcerga uMmeet ayTOCOMHO-AOMUHAHTHbIN
TMN HacnegoBaHusA. [MNepMOBUABHOCTb, OTINUYMTENbHAA
yepta runepmobunbHoro Tmna C3[, valwe BCTpeyaeTcs
Y XEHLLUH, YeM y MY>UUH, 1 B LIeJIOM 3TO Haubonee pacnpo-
CTpaHeHHbIn TN C3[1, HO TOYHas YyacToTa He onpegeneHa
n3-33 OTCYTCTBMA MOHUMAHWSA, YTO €CTb rMnepMobubHbIN
Trn C3[, a uTo — pobpoKaueCcTBEHHaA rMNepPMoOUTbHOCTD
unm yactb HepgnddepeHUNPoBaHHOTro GeHOTMNA, MOCKONb-
Ky OTCYTCTBYIOT MOATBEpXAaloLimMe MONEKYNAPHO-TeHeTu-
yeckme TeCTbl, CNOCOOHbIe MoMoub B AnddepeHLmnanbLHON
anarHoctuke gaHHoro tuna C3[1 [22, 23]. UccnepoBaHua
YacToTbl BCTPEYaemMoCT B Poccmm HOCAT eAVHWYHbBIN Xa-
pakTtep. Tak, MO AaHHbIM 3MHYEHKO W COABT., B MONYyNALUAX
eBponenckon 4yactm Poccum pacnpoctpaHeHHocTs C3[ 1
n C3 1l coctaBuna B cpegHem 1:9466 c Bapuauuein no no-
nynaumam: 1:1716 B TatapctaHe, 1:1892 B KapauaeBo-Yep-
kecckon Pecnybnuke, 1:3675 B bpaHckon obnactu, 1:4169
B bawkopTocTaHe, 1:6815 B PoctoBcKol obnactu, 1:14 331
B Knposckon obnactu, 1:20 000 B ApXaHrenbckon obnacty,
1:29 739 B YamypTuu, 1:25 333 B Teepckor obnactu, 1:30 479
B KpacHopapckom Kpae, 1:30 767 B Mapwuii On, 1:37 784 B Uy-
Bawuun, 1:50 900 B Aabiree [24-28].

3AKNIOYEHUE

O6Lwas pacnpocTpaHeHHOCTb HECOBEPLLEHHOTO OCTEOTe-
He3a B Pecnybnuke bawkoptocTtaH coctaBuna 5,031 cnyvas
Ha 100 TbiC. HaceneHus, cMHapoMa dnepca-HdaHno — 3,362
cnyyaeB Ha 100 000 HaceneHus. lNaumeHTbl C HeCoBepLLEeH-
HbIM OCTEOreHEe30M Yallle HAXOAATCA MOJ aKTUBHBIM Habnio-
[EHVEM MO CPaBHEHMIO C TEMU, Y KOTO AVNArHOCTMPOBaH CUH-
Apom 3nepca-fAanHno (48,6% un 22,5% COOTBETCTBEHHO), YTO
0ObACHAETCA 6onee ANUTENbHBIM NEPUOAOM PabOTbl C STON
rpynnow 60nbHbIX. Kak 1 ana MHOropakTopHbIX 3a60neBaHuUi
COeAVHUTENIbHOWN TKaHW, OTMEYaeTCs BblpaXkeHHas TeppuTo-
puanbHas HEOLHOPOAHOCTb, CBA3AHHAA Kak C HAaKOMeHNem
CeMeNHBbIX CNyYaeB, Tak U C OCOOEHHOCTAMU OKasaHWs Mefu-
LIMHCKOV MOMOLLY AaHHbIM KaTeroprism naLueHToB.

AONOJIHUTENIbHAA UHOOPMALINA

UcTouHukn duHaHcupoBaHma. [paHT B dopme cybcmanin n3 brog-
XeTa Pecny6nvku ballkopTocTaH AnA roCcyAapCTBEHHOW MOALEPXKKU MO-
NoAbIX yYeHbIX — acnMPaHTOB W KaHAWMAATOB HayK (WP KOHKypca —
HOL-TMY-2023).

KoH)nuKT nHTepecoB. ABTOpbI AEKNApUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGIMKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacTosALWEN CTaTbM.

YuacTtme aBTopos. TiopuH A.B. — HanncaHwe ctaTby; Baneesa 1.U. —
roslyyeHne, aHanu3 AaHHbIX UM WHTEprpeTaumsa pesynbratoB; AXMAPO-
Ba K.3. — nonyyeHwue, aHanu3 AaHHbIX U MHTeprpeTaunsa pesynbTaTos; Xy-
cauHoBa PU. — pa3paboTtka KOHLeNnummn n gusanHa nccnefoBaHus.

Bce aBTOpbI 0006pPVNM GUHaNbHYIO BEPCUIO CTaTby MNepen nybnvka-
Lven, Bbipasunu coriacue HeCT! OTBETCTBEHHOCTb 3a BCe acrneKTbl paboTb,
rofipasyMeBaloLLyto HaAnexallee n3yyeHve 1 peLueHre BONpoCoB, CBA3aH-
HbIX C TOYHOCTbIO U AOBPOCOBECTHOCTbIO NOOO YacT PaboThI.
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