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OyeHka yacmomel ¢pubpooucnnasuu occugpuyupyroweli npozpeccupyroujeli 8 Poccuu

CepmsaruHa W.I, Warvxa O.A., Nonakos A.B.

OIrBHY MeanKo-reHeTyecKunin HayuHbI LLEHTP MMeHn akagemurka H.M. boukosa
115522, r. MockBa, yn. MockBopeube, . 1

®unbpopamncnnasma occudurumpytowas nporpeccrpytowasn (OOM, FOP, MIM135100) — peakoe ayTOCOMHO-AOMUHAHTHOe 3aboneBaHue,
XapaKkTepusyiolieecs BO3HUKHOBEHVEM Y 60/IbHOTO 04YaroB CNOHTaHHOW occndUKaL UM PasfMYHON TOKanmM3aLnm B MATKUX TKaHAX. 3a
pa3BUTMNE AHHOMO NATONOMMYECKOr0 COCTOAHNA OTBETCTBEHHbI MATOreHHble BapnaHTbl, BO3HUKatowme B reHe, ACVRT. C 2009 no 2024 rr.
6b1110 NPOBeAeHO AnarHocTnyeckoe obcnenoBaHre 158 yenosek ¢ nogo3peHrem Ha GONM ¢ ucnonb3oBaHMEM NPAMOro aBTOMaTUYECKOro
cekBeHnpoBaHua no CaHrepy. MpurumHy 3abonesaHnA yaanocb yctaHoBUTb y 68 (43%) npobaHaoB. Ha ocHoBaHMY aHanv3a BO3pacToB
naumeHToB 6blNa oLeHeHa YactoTa BcTpeyaemocTy OOI B Poccuiickon Oepepauymun. OHa cocTaBuna He MmeHee 1,656 Ha MUIMOH MK
1 Ha 604000 HOBOPOXAEHHDIX.

KnioueBble cnoBa: pnbpoancnnasma occuonumpyowan nporpeccupytowas, ®OM, mytaumm B reHe ACVR1, AHK-anarHocTrka, yactoTa
BcTpeyaemocTy QOIM.
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Assessment of the frequency of fibrodysplasia ossificans progressiva (FOP) in Russia.
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Fibrodysplasia ossificans progressiva (FOP, MIM135100) is a rare autosomal dominant disease characterized by the appearance of foci
of spontaneous ossification in soft tissues of various localization in the patient. Pathogenic variants occurring in the ACVR1 gene are
responsible for the development of this pathological conditions. From 2009 to 2024, a diagnostic examination of 158 people with
suspected FOP using direct automatic Sanger sequencing was conducted. The cause of the disease was identified in 68 (43%) of the
samples. Based on the analysis of the patients’ ages, the incidence of Fibrodysplasia ossificans progressiva in the Russian Federation
was estimated. It was at least 1,656 per million or 1 per 604,000 newborns.
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BeBepgeHune

MOPOIUCILIA3UST OCCU(UIIPYIOIIAsI TPOTPECCUPY-

fourast (POIT, FOP, MIM135100) — penkoe ayTo-

COMHO-JIOMMHAHTHOE 3a00JIeBaHUE, XapaKTepu3y-
folleecst BOBHUKHOBEHUEM Y OOJIbHOTO 04aroB CIIOHTAHHOM
occuUKaIMU B MITKUX TKAHSIX Pa3IMYHOM JIOKATM3aIUH.
DTOT Npolecc UMeeT, Kak MPaBUIo, TPOrpecCUpyIoNInii Xa-
pakTep, MPUBOAAIIMIA K IJTyOOKOI nHBanMau3auyu. [pu
poxaenun aety ¢ @OTI BBITISASIT HOpMaIbHO, 338 MCKITIO-
YeHMeM XapaKTepPHbIX AedopMalinii 0OJIbIINX MaJIbLEB HOT,
KOTOpBIE MPUCYTCTBYIOT Y BCEX MAIMEHTOB C KJIACCUYECKOI
(opmoii 3a001eBaHus. B TeueHuUe 1epBoOro AeCITUICTHS
JKU3HU Y HUX MOTYT BO3HUKATh STTU30INYECKIE OTEKU MsT-
KX TKaHei B 00J1aCTH 111U U CIIMHBI, KOTOPbIE ITpeBpalia-
JOTCSI B TeTepoTonuyeckue occudukartsl. HesHaunTeabHbIC
TPaBMBbI, YIITMObI ITPY NaJIcHUN, BHYTPUMBILIIEUHbIC MTHBEK-
LMK, (PUKCALMST HYDKHEN YeTIOCTH IPY CTOMATOJIOTMIECKMX
MpolIeAypax, a TAKXKE XMPYPruiecKue MaHUIYJISILIUA MOTYT
CITPOBOLIMPOBATh BCIBIILIKY FeTePOTONMUYECKOI occubuka-
muu (I'O). O6octpenus DOIT HocAT 3nMM30IMYECKII Xa-
paxTep, HO BHOBb BOZHUKAIOLLME OCCU(DUKATBI YTSIXKESAIOT
COCTOsIHME TalMeHTa. K TpeTbeMy HecsTUIETUIO XKU3HU
GOJIBILIMHCTBO IAIlIMEHTOB MPUKOBAaHbI K MHBAJIMIHOMY
KpecyTy Wi 00e3MBIXKEHBI, U HY>KIIAIOTCS B TTIOKU3HEHHON
TMOMOIIY MPU BBIIOJHEHUM TTOBCEIHEBHBIX NEWCTBUIA.
IIpennonaraemasi cpeaHssl NPONOKUTEIBHOCTD KU3HU IO
JIMTepaTyPHBIM JaHHBIM COCTaBJIsIeT 56 JieT. CMepTh 4acTo
HACTyIaeT B pe3yJIbTaTe OCIOXHEHUI, BBI3BAHHBIX JIbIXa-
TeJbHOI HeIoCTaTOYHOCTHIO [ 1,2].

Xots @OIT n3BecTHa yxKe boJiee TPEX CTOJIETHIA, e€ U3-
yyeHue Hayasioch Juib B 70-x romax XX Beka B MexnyHa-
ponHoii kimauKe @OIT nipu [TeHCHITEBaHCKOM YHUBEPCH -
tete B CIIIA. B 2006 r. 6pl1a 0OOHapy>KeHa MOJIEKYJISIpHAS
npudrHa 3Toro 3abojeBanusd. Y manueHToB ¢ DOIT BbI-
SIBJISTIOTCSI TIATOTEHHbIE BAPUAHTHI B TF€TEPO3UTOTHOM CO-
CTOSIHUMM B TeHe pelientopa aktuBuHa A tuna I (ACVRI).
DTOT pelenTop, Takke U3BecTHbIN Kak ALK-2, oTHOCUT-
cs K ceMelicTBy peuentopoB BMP (bone morphogenetic
protein). BMP gBsitoTcst peryisiTOpHbIMU O€IKaMU, yda-
CTBYIOIIMMM B IPOIECCE PETYISILIUM S9MOPUOHATBLHOTO
(bopMupoBaHMST KOCTHOI TKAaHU M MTOCTHATAJIbHOTO BOC-
CTAaHOBJIEHUST KOCTell cKeJieTa. B OOJIBIIMHCTBE CydyaeB
3TO MUcceHc-MyTauuu. Hanbosee pacipocTpaHEHHBINM a-
ToreHHbIi BapuaHT B reHe ACVRI ¢.617G>A (p.Arg206His)
obOHapyxuBaeTcst mpuMepHo B 97% ciydaes [3]. @OII siB-
JIsIeTCS ayTOCOMHO-TOMUHAHTHBIM 3a00JIeBaHUEM, KakK
MPaBUJIO, BO3HUKAIOIIMM de novo.

OrnpesesieHue MOJIEKYISIPHON MPUYMHBI 3a00J1eBaHUS
SIBUJIOCh MOLIHBIM TOJTYKOM 1151 pa3padotku JIHK -nuarHo-
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CTHIKH, MCCIIefoBaHMi MexaHn3MoB rarorene3a MOIT u cos-
JIaHWS cpencTs iedeHnsT. C 3T0ro MOMEHTa OCBEIOMIICHHOCTD
0 TAHHOM 3a00JICBaHNHM CTajIa CTPEMUTEIbHO PACTH U B MEIH-
LIMHCKOM COOOILIECTBE, U Cpear 00JbHBIX. MexXIyHapoaHasi
accormanust POIT (International Fibrodysplasia Ossificans
Progressiva Association (IFOPA)) o6bemuHsIeT coobI1iecTBa
MMALIMEHTOB U3 Pa3HBIX CTpaH MUPa, M POCCHUIICKOE COODIIIe-
ctBO «KuBymue ¢ @OIT» 3aHMMaeT aKTUBHYIO O3UILINIO [4].

Ho HemaBHETO BPEMEHU, B JIMTEPATYPHBIX UCTOYHM -
Kax yactota BcTpeuaemoctn @OII yka3bIBaiach B quarna-
30He oT 0,5 no 1 Ha 1 mutH yenoBek. OgHAKO MO Mepe Ha-
KOIUTICHMSI JaHHBIX BO3HUK BOIIPOC 00 YTOUHEHUH 3TO-
ro mokaszaresis. [modanpHas pacrpoctpanéHHOCTh DOII,
OCHOBaHHasI Ha 0a3ax JaHHBIX OpraHM3aINii MaleHTOB,
BEPOSITHO, SIBJISIETCST 3aHIDKEHHOM OILICHKOM MCTUHHOM
ononornyeckoii pacrpocrpanénHoctn ®OII. Bo Bcex
OITyOIMKOBAHHBIX 3apYOEKHBIX UCCIICIOBAHMSIX ITO OLICH-
ke Bctpedaemoct @OII B Mupe 1 B OTHCIBHBIX CTpaHax
aBTOpaMU MPUMEHSUIMCHh COBEPIICHHO Pa3HBIC ITOIXOIBI
1 METOAbI 110acYeTOB |5, 6]. [ToayyeHHbIE 3HAYEHUST OKa-
3aJIUCh BHIIIE, YeM CUMTAJIOCh B paHHUX MyOIUKAIIMSIX.
OueBUIHO, YTO Ha OLIEHKY pactpocTpaHneHHOCTH DOII
OKa3bIBacT BIMSIHAE YPOBEHDb OCBEIOMJICHHOCTH Bpayeid
U TTAIIMEHTOB 00 3TOM 3a00eBaHNU. BaxkHyt0 posib urpa-
10T OpraHU3aLMST MEINKO-TeHETUICCKOTO U KIIMHUYECKO-
IO KOHCYJBTUPOBAHUS MALIMEHTOB, a TAKXKe JOCTYITHOCTh
metonoB JIHK-auarHoctuku B KOHKpeTHOI cTpaHe. boib-
II0¢ MCClIeAOBaHNe, IIPOBEICHHOE IO STUA0I accolra-
uuu IFOPA, BBISIBUJIO 3HAUUTEIbHbBIE PA3IAUMS B 4ACTO-
Te BCTPEIAeMOCTH 3a00JIeBaHNUS B pa3HBIX CTPaHaX MUpa.
Tak, Bo ®paHLuy 1oKa3artejib cocTaBui 1,36 Ha MUUIU-
on xureneit, B CILIA — 0,88, a B Ucmanuu — 0,36 [7- 9].
Jannbix o yactote Bctpeuyaemoctu MOIT B Poccniickoit
Ddenepauny HeT.

Heabp uccaenoBanus: 000OILIEHUE PE3YJIBTATOB
OHK-mnaraoctuku @OII y poccuiicKux mamueHTOB
1 OlIeHKAa YaCTOTHI TaHHOTO 3a00JeBaHUs B Poccum.

Metoabi

C 2009 r. B naboparopuu JIHK-nuarnoctuku Meau-
KO-T€HETUYECKOT0 HayYHOTO LIEHTPa UMEHU aKaleMuKa
H.I1. boukoBa MpOBOAUTCSI MOJEKYJISIPHO-TEHETUYECKOE
MOATBepPXKIeHUEe KiIuHuueckoro nuarHoza @OII. Obpas-
LIbI OMOJIornyeckoro Matepuaa rnamueHtoB ¢ @OII, mpen-
Ha3HaYeHHBbIE JJIs1 UCCIeM0BaHMSI, TIOCTYIIAIOT B 1abopa-
TOPMIO U3 MEIULIMHCKUX YUPEXKICHUIM, PACIIONIOKEHHbBIX
B pa3IMuHbIX pernoHax Poccuiickoit @enepaum.
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Bcero 0b110 06cnenoBaHo 158 HEPOACTBEHHBIX MPO-
6aHmoB. Bo3pacT yyacTHMKOB Ha MOMEHT IIPOBEIEHUS
JHK-nuarHoctuku BapbupoBai ot 1 roga go 70 net, npu
ATOM MeMaHa Bo3pacTa coctaBuia 9 jiet. [lanueHTh MyXK-
CKOTO M >KE€HCKOTO T10J1a B BHIOOPKE OBbLIU IPeICTaBICHbI
MPUMEPHO OJUHAKOBO.

B Tpex ceMbsix ObL1U MccieaoBanbl 00pasibl JJHK po-
nutesneil 60abHbIX DOIT ¢ 1esbIo onpeneeHus TPUPOIbI
BO3HUKHOBEHUST MyTallUM.

O6pasub reHoMHoil JHK mnonyudeHb
13 BEHO3HOI KPOBM MallMEHTOB C MOMOIIbIO HAOOPOB
s BeiaeneHust WizardGenomic DNA PurificationKit
(PromegaCorporation, WI, USA) u DIAtomTM DNA
Prep 200, cornacHo nmpoTokoygaM (GUpM-TIpoOru3BOIUTE-
neit. I moucka mytauuii B rene ACVRI (NM_001105.5)
KCIIOJIb30BaHbI Maphl MpaiiMepoB, BHIOpaHHBIE B JJabopa-
topuu JHK-nuarnoctuku MI'HLI u cuHTe3upoBaHHbIE
B HIT® JIutex». AMIumMduKanms HeoOXOIUMBIX (par-
meHToB JIHK npoBoauiack METOIOM MOJIMMEPa3HOI LieT-
HOI peaklIMu Ha MporpaMMUpyeMoM TepMolkiepe MC2
dupmer « THK-texHomorusi» (Poccus). OnpeaeneHue Hy-
KJIEOTUIHOM IMOC/IeI0BATEIbHOCTH aMITIU(DUIIMPOBAHHBIX
dparmenToB JIHK ocymiectasiiocs Metonom CaHrepa
C MCIIOJIb30BaHUEM Habopa JIJIsI CEeKBEHMPOBAHUS U TIPO-
TOKOJ1a (hUPMBI TTPOM3BOAMTEISI. Pe3yibTaThl OlLIeHUBAIU
C TIOMOIIIbIO TPUOOPA IJIs1 KAaMWJIISIPHOTO 3JIeKTpodopesa
ABI Prism 3130 («Applied Biosystems», CILIA).

Hnst pacdera Bctpedaemoct @OIT ucnobp3oBaanuch
naHHble PoccraTa o exxeronHoii poxxaaemoctu B Poccuii-
ckoit ®enepannu [10].

Medical genetics 2025.Vol. 24. Issue 5

Pe3synbraTtbl 1 06CyKaeHne

K konity 2024 r. mpoBeneHo odcienoBanue 158 He-
POJICTBEHHBIX TTAIITMEHTOB W BBISIBIIEHBI MOJICKYJISIPHBIE
npuurHbl @OIT y 68 601bHBIX. Hanbosnee yacto BhISIB-
JIIEeMBIM MTaTOT€HHBIM BapuaHTOM sIBJsieTcst ¢.617G>A
(p.Arg206His) B sk30He 6 TeHa ACVR 1, Ha 10110 KOTOPO-
TO B BBIOOPKE POCCUIMCKUX MAIIMEHTOB, 00CIEIOBAHHBIX
B MenuKO-TeHeTUYeCKOM HayIHOM IIEHTpPE, IPUXOTUTCS
88%. Kpome Toro, ObLTN BbISIBJICHBI ITATOTEHHBIE BAPUAHTHI
B 9K30HAaX 8 1 9. DK30HBI 6, 7, 8 1 9 KOAUPYIOT KOHCEPBA-
TUBHBIC TJIUIIMH-CEPUHOBBIN M KWHA3HBIN TOMEHBI Oe/IKa
ACVRI. DT 9K30HBI 00pa3yloT «TOpsIuyi0 00J1aCThb» BbI-
SIBJICHUSI TTATOT¢HHBIX BAPMAHTOB B TaHHOM reHe (Tadu. 1).

Bce BbIsIBIEHHBIC Y POCCUIMCKMX TAIMEHTOB BapraH-
ThI ObLTM paHee onrcanbl Tpu POTI B Koroprax mamueH-
TOB U3 pa3HbIX cTpaH. B 62 ciyvasx (91%) mytanuu Obi-
JIX BBISBJIEHBI B 9K30He 6 reHa ACVRI. Takum o6pasoMm,
TOJTy9eHHbIe TaHHBIE TTO3BOJISIIOT ONITUMU3UPOBATD TTPO-
necc JHK-auarHocTuku naHHoro 3abojieBaHus, HAUM-
Hasl ee ¢ 9K30Ha 6 U TOJIBKO MPU OTPULIATEIIEHOM Pe3yib-
TaTe aHaJIM3a Ha TIEPBOM 3Tarle MPOBOIUTD OIpeNneIecHue
nocaenoBateabHocTu JIHK npyrux sk3oHos reHa. Ha no-
JII0 caMoTo YyacToro BapuaHTa ¢.617G>A npuxonutcs 88%
BCeX MOATBEPXKIEHHBIX AuarHo3oB. [Ipu nccienoBaHnm
BeIOOpOK DOIT 13 Apyrux cTpaH TaHHBII BApUAHT TaKXKe
SIBJISITICS HanOoJiee yacToi MpuYnHoOM 601e3HU. Pazmepnl
WCCIIEIOBAHHBIX B Pa3HBIX pab0TaX BLIOOPOK HE TI03BOJISI-
10T 3a(UKCUPOBATH CTATUCTUYECKU TOCTOBEPHBIE PA3JIM-
YUs B CTIEKTPE TTATOTEHHBIX BAPUAHTOB Y TOBOPUTH O CHJTb-

Ta6nuua 1. CnekTp natoreHHbIX BapraHToB B reHe ACVRT y pocCinCKMX NaLMeHToB.

Table 1. Spectrum of pathogenic variants in the ACVR1 gene in Russian patients.

DK30H 3amMeHa HyKJIeoTHIA 3ameHa B OeJike Yncio 00JIbHBIX
6 ¢.605G>T p.Arg202lle 1
6 c.617G>A p.Arg206His 60
6 c.619C>G p.GIn207Glu 1
8 c.974G>C p.Gly325Ala 1
8 c.982G>A p.Gly328Arg 1
8 c.983G>A p.Gly328Glu 1
9 c.1067G>A p.Gly356Asp 3
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HOM mipeoOraganuy BapuaHTa ¢.617G>A (p.Arg206His)
y MaLMEHTOB U3 IPYTUX CTPaH 10 CPABHEHUIO C POCCUI-
CKMMU TTaliieHTamMu (Taou. 2).

Bo3spact nanueHToB, y KOTOPBIX OblLIa YCTaHOBJIEHA
MOJIEKYJIsIpHAsT IIPUYMHA 3a00JIeBaHMsI BADbMPOBAJI OT He-
CKOJIbKUX Mecs1ieB 10 44 jieT. Bo3pacTHas MenraHa cocTa-
Buia 9 net. bonbIIMHCTBY 00Cie10BaHHbBIX (49 yeloBeK)
nuarto3 @OTI 6bL1 ToaTBEpKAEH 10 15 JIeT, YTO COCTaBU-
710 72% (pUCYHOK).

3a nsgTHaauath Jiet padotel ¢ @OIT 6buTa cobpaHa 00-
mupHas uHbopMauus o pesyabratax JJHK-nuarnoctu-
KU POCCUICKUX MalreHToB. Ha OCHOBE 3THX TaHHBIX ObLIT
MPOBEIEH aHaJIM3 YaCTOThI 3TOro 3aboJieBaHust B Poccun.
J1st onpeie/ieHHs 4aCTOThI BCTPEYaeMOCTH 3a00JIeBaHUsT
MaluUeHThI C BbISIBJIEHHbIMU MyTalusiMu B reHe ACVR 1 Obl-
JIX pacrpelesieHbl 1o ToaaM poxaeHus . J{uama3oH Bo3pac-
TOB BKJIOUaeT nauueHToB ¢ 1973 mo 2023 roxa poxaeHus.

s uccnenoanust yactotel @OTT Gbla cchopmupoBa-
Ha rpymnra u3 33 mauyeHToB, poauBLIKUXcs B iepuon ¢ 2008
o 2018 roa. DTo ObLIO CAEIaHO MOTOMY, YTO B BO3pacTe
oT 6 110 16 et 3a00JieBaHUE Yallle BCETO YKe ITPOSIBIISIET Ce-
0s1 1 (popMUpPYETCS KIMHUYECKAsk KApTHHA KJIaCCUYeCKOi
dopmer OII. Takke yuuThiBaaoch, 4to ¢ 2014 roma op-
ranuzanus «Kusymue ¢ @OII» u Benyiye poccuiickue
CMEeUMaTUCThl B 00JaCTU AUATHOCTUKU U JICUSHUST ITOMU
NaTOJIOTUM aKTUBHO pabOTaIv HaJ MOBBILIEHUEM OCBe-
JOMJIEHHOCTH Bpaveii u ponuteneit [11-13]. DT1o npuseno
K TOMY, 4TO MoJieKyisipHast nnarHoctrka MOIT B Poccun
cTayia GoJiee JTOCTYITHOM M OXBaT MalleHTOB CYIECTBEH-
HO BO3POC, MO3TOMY /IS OLIEHKM YaCTOThI TaHHOTO 3200-
neBaHus B Poccuy yauThIBaauCh ToIbKO cirydan OOII,
MOATBEPKIEHHBIC MOJIEKYJISIPHO-TeHeTHYeCKH (Ta0I. 3).

ITo nadopmanum Poccrara, B Poccuiickoit denepa-
uu ¢ 2008 mo 2018 roa poaunock 19925759 neteit [10].
Cpenn HuX 06110 BEIIBIEHO 33 citydast DOII. Do mo3Bo-
JIMJIO paccyuTaTh yactoty BecrpedaeMocT DOII, koTtopas

Medical genetics 2025.Vol. 24. Issue 5
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Number of patients of different ages at the time of confirmation
of the molecular genetic diagnosis of FOP.

cocraBmia He MeHee 1,656 Ha musutroH win 1 Ha 604000
HOBOPOKAEHHBIX.

KpymHoe uccnenoBaHue, MpoBeAEHHOE MO dTUI0MI
accounauuu [FOPA, BbISIBUIO 3HAUUTEIbHBIE pa3IAUMST
B 4aCTOTE BCTPEYAEMOCTH 3a00JIeBaHUSI B Pa3HBIX PErUO-
Hax mupa. [IpeamnonaraeMasi pacpocTpaHEHHOCTh 3ape-
TUCTPUPOBAHHBIX U MOATBEPXKIACHHBIX MarreHToB ¢ @OI1
BapbupoBanachk ot 0,65 Ha MusuTOH B CeBepHOIT AMEpUKe
u 0,47 na munavoH B 3anagHoit EBporne go 0,27 Ha MuJI-
nmoH B JlaruHckoit Amepuke, 0,05 Ha MuIITMOH B Appu-
ke u nmpumMepHo 0,04 Ha MUIIMOH B A3uaTcko-Tuxooke-
aHCKOM peruoHe [5]. O4eBUIHO, YTO Ha OLIEHKY pacrpo-
crpanéHHoct POI 3HaUNTETBHOE BIUSHUE OKa3bIBaeT
yPOBeHb MH(MOPMUPOBAHHOCTHU KaK Bpayeii, TaK 1 Mall-
€HTOB 00 3TOoM 3abosieBaHU. HemanoBaxkHyI0 poJib Urpa-
€T OpraHM3alys MEIUKO-TeHETUYECKOTO U KIIMHUYECKOTO
KOHCYJIETUPOBAHUSI MALIMEHTOB, a TAKXKE JTOCTYITHOCTDb Me-
tonoB JIHK-nrarHocTuku B KOHKPETHOI CTpaHe.

ITono6Hoe uccnenoBanue ObL10 poBeaeHo B CIIIA.
Bbu1 paccunTaH CKOpPEeKTUPOBAHHBIM C YU€TOM BBIXKU-

Ta6nuua 2. [lons natoreHHoro BapuaHTta p.Arg206His B reHe ACVR1 B pa3HbIX CTpaHax.

Table 2. The proportion of the pathogenic variant p.Arg206His in the ACVRT gene in different countries.

Crpana O01mee YKCII0 MOATBEPIKIEHHBIX Bapuanr p.Arg206His Hons, % CchLIKa HA CTATHIO B CIHA-
ciydaeB @OII B uccrenosannu CKe JIUTepPaTypbl
Poccus 68 60 88 JlaHHOE UCCIIeOBaHNE
[Mosnbira 16 13 81 [19]
Bpaswiusa 17 16 94 [20]
Wranusa 17 15 88 [21]
Kurait 72 70 97 [22]
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BaeMOCTH IT0Ka3aresib pacipoctpaHeHHocTu POIT paB-
Heiit 0,88 Ha MmunoH xuteneit CILA [9]. ABTopbl Tak-
K€ CUMTAIOT, YTO OOIIEIMPUHSTHIN MoKa3aTeab pacipo-
crpanéHHoct @OTI, paBHblii 0,5 Ha MWIJTMOH YeJIOBEK,
CYILIECTBEHHO 3aHMXeH. Bo Bcex onmyOJIMKOBaHHBIX 3a-
PYOEXKHBIX UCCIIEIOBAHMSIX IO OLIEHKE BCTPEUYaeMOCTHU
®OII B Mupe 1 B OTIENbHBIX CTPaHaX, aBTOPAMHU ITPUMe-
HSUIMCh COBEPILIEHHO pa3HbIe MOIXOIbI U METObI MOACYe-
ToB [14, 15]. Harmpumep, Bo @paHiim 3TOT oKasarteib Co-
ctaBwI 1,36 Ha MUJUIMOH XXUTEJICH, B TO BpeMs Kak B Mc-
nannu 0,36 [7, 8].

HccnenoBaHus TOKa3bIBalOT, YTO B CTpaHax, Te Cyle-
CTBYIOT coob1recTBa nanueHToB ¢ @OII, peanbHas yacTo-
Ta BCTPEUAEMOCTH 3TOTO 3a00JIEBaHUSI BBIILIE, YEM TIPEe-
noJjarajxoch. Hanpumep, B Takux crpaHax, kak LlIBerus,
Ounnauaus, Janus, Benukodopuranus, ApreHTuHa, AB-
crpanusi, Kanaga, Hunepaannsl u Vtanus peanbHast ya-
croTa npesbiiaeT 0,5 Ha MAITUOH kuTeei |5, 14-16].

Takum obpaszom, yactora ®OIT B Poccun He MeHee
1,656 Ha MWUIMOH HOBOPOXAEHHBIX, OMpPEAeICHHAsl Ha-
MM, OKa3aJlaCh OJTHOM M3 CaMbIX BBICOKMX B MUDPE, a YIM-
ThIBasl HAJIMYME aTUITMYHBIX (DOPM C TO3IHENH MaHUDe-
cralueid 60Je3HU MOXKHO OXMUIATh eIlle OOJIBIIYIO pac-
MpOCTpaHeHHOCTh 00Jie3HN [17]. Beicokast vactora B PD,
3a(puKCHpPOBaHHAst HAMU 00YCJIOBJIEHA BHICOKOI KBaTU(PU-
Kallyeii Bpadyeil, KOTopble He TOJIbKO YCTaHABIMBAIOT KT~

Medical genetics 2025.Vol. 24. Issue 5

HUYECKUI TUarHo3, HO U CTPEMSITCS K €r0 FeHeTUIeCKOM
BepubUKaIM1; HATMYMEeM OeCIUIaTHOM [UIs TAllMeHTOB I~
ArHOCTUYECKOI ITpOrpaMMbl; HAJTMYKMEM CIUIOYEHHOTO Ta-
LIMEHTCKOTO COOOIIECTBa; MOSIBJICHUEM U JTOCTYITHOCTHIO
JUTSI OTEUECTBEHHBIX MALMEHTOB CIIEIIM(PUIECKON TepaITiH.

B Hactostiee BpeMst @onp «Kpyr modpa» 3akymnaer
npemnapat IlanosaporeH (Sohonos) mist eueHus OOITT.
DT0 BBICOKOM30MpPATEIbHOE BEILIECTBO, KOTOPOE aKTUBUPY-
€T raMMa-peLernTopsl peTuHoeBoi KucaoThl (RARY). OHo
oaokupyeT myTh BMP u nogaBisieT akTHBHOCTb I'€HOB,
OTBEYaloIIMX 32 (POPMUPOBAHME XPSIIEBOM U KOCTHOM
TKaHeil. JlekapcTBeHHOE CPEICTBO MOKA3aHO K MCITOJIb-
30BaHMIO y nauueHToB ¢ MOII ¢ yuéTtoM cTereH! pa3Bu-
THsI KOCTHOIM CHUCTEMBI JUISI IEBOYEK, TOCTUTIIIMX BO3pac-
Ta 8 €T, U MaJbYMKOB, NTOCTUTIINX Bo3pacTta 10 aet [18,
23]. B cOOTBETCTBUMU ¢ KIMHUYECKMMU peKOMEHIalUsIMU
10 MCITOJIb30BAaHMIO TapreTHOM Teparnuu, KpaitHe BaskHO
KaK MOXHO paHblIle IMarHOCTUPOBATh 3a00JIeBaHUE U KaK
MOXHO JOJIbIIIE IPEI0TBPAIaTh €r0 MPOrPecCupOBaHUE.

Hnsg @OIT (# 135100) Ha cerogHAIIHWI IeHb U3Be-
CTeH eAMHCTBeHHBIN npuynHHbI reH ACVRI (https://
omim.org/entry/135100), mosTomy mpsimoe olpeaee-
HHE YaCTOTHI 10 TeHETUYECKU BepU(UIIMPOBAHHBIM CIIy-
qasiM SIBJISIETCS] € IMHCTBEHHBIM alleKBaTHBIM CIIOCOOOM
oueHUTh yactoty M®OII B Poccum, mipu ycIoBUM, 4TO
BCE MAallMEHTHI, MTOCTYNUBIINE C IOJ03PEHUEM Ha JaH-

Ta6nuua 3. Konnuectso poamsLimxcs B PO 1 yncno naynentos ¢ OO, poamslumxca ¢ 2008 no 2018 rr.
Table 3. Number of births in the Russian Federation and the number of patients with FOP born from 2008 to 2018.

Tox PouBmmecs, e, Yuc/10 nanueHTos ¢ nomsepmem:;ﬁ DOII, poxIeHHDbIX B JAHHOM IO~
2008 1713947 3
2009 1761687 3
2010 1788948 2
2011 1796629 4
2012 1902084 3
2013 1895822 4
2014 1942683 2
2015 1940579 4
2016 1888729 4
2017 1690307 2
2018 1604344 2

Bcero 19925759 33
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HYIO MaTOJIOTUI0, ObLIM OJMHAKOBO MOJIEKYJISIPHO-TE-
HEeTUYeCcKu 00cienoBaHbl. Beicokass MHOOPMaTUBHOCTh
nuarHocTuku (40%) moaTBepKaaeT BBICOKYIO KBaJIM (K-
KallMio POCCUICKUX Bpaveil pHu KIMHUIECKOM (hOPMU-
POBaHUM KOTOPTHI MALIMEHTOB 151 CEJIEKTUBHOTO CKPU-
Hunra ®OII.

AHaJIN3 4aCTOThI 3TOr0 3a00JIeBaHUsI B COOTHOIIIE-
HUU C ITOKA3aTeISIMUA POKIAEMOCTU UMEET OOJIbIIIOe 3Ha-
YeHHe ISl OLIEHKY KOJIMYeCTBA BhISIBJICHHBIX ITAILIMEHTOB,
pa3paboTKM ITporpaMM CKPUHUHTA U TUAaTHOCTUKK 00J1e3-
HU. B HacTostiee BpeMs 3a pyoexxoM 1 B Poccuu akTUBHO
pa3pabaThIBaIOTCS M BHEIPSIIOTCS. METObI TAPTETHOM Te-
paruu DOTI. PesyabpTaThl HAIlIETO MCCIETOBAHMS BaXKHBI
JUISI IPOTHO3MPOBAaHUS MTOTPEOHOCTHU B JIEYSEHUM 1 TUTAaHU -
poBaHMsI OI0KeTa Ha 3aKyIKY ITperapaToB.

BbnarogapHoctn

ABTOPBI CTaThH BBIPAXKAIOT OCOOYIO IIPU3HATEIIBHOCTh
32 COTPYIHMYECTBO MEKPETUOHAIBHOM 00IIIECTBEHHOI Op-
ranmsanun «Kusymue ¢ ®OTIT» B mune Ypsanosoii C.C.
u bengeBoit A.B.; corpynaukam @®TBHY HUU peBmato-
snoruu uM. B.A. HacoHoBOI1 1 K.M.H., 3aBeayoleii 1a060-
paTtopuei peBMaTHYECKUX 3a00JIeBaHUI IETCKOTO BO3pac-
Ta Hukumunoii M.I1.; HayuHoMy coTpynHUKY BopoBUKOBY
A.O. 1 BpauaM KOHCYJIFTATUBHOTO OTAEJICHUS 1 JJabopa-
TOPUH MOJICKYJISIPHO-TEHETUUECKOM TUarHOCTUKM N1
OI'BHY MI'HLI.
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