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KNMHMKA, ANAarHOCTUKA U NeyeHumne aetemn
C HECOBEPLLUEHHbIM OCTEOreHEe30M
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B paboTe npuBeseHbl pesynbTaThl 06CnefoBaHMsa 9 60MbHbIX C HECOBEPLIEHHbBIM OCTEOrEHE30M,
BbIAIBNEHHBIX 13 Uncna 561 nauneHToB, CTPaAAoLMX YaCTbIMIU MPOCTYAHBIMI 33001€BAHMAMN.
HecoBepLuieHHbI ocTeoreHes — HacneaCTBeHHOe 3ab0NeBaHne CoeanHMTEeNbHON TKaHn (6onesHb
JloblTelHa - Bponuka), Bbi3BaHHOE MyTaLMAMM reHOB KonnareHa | Tvna, o0ycnoBneHHoe HapylleHnem
GYHKLUMM 0CTEOONACTOB, YTO MPUBOAUT K NMPOrpeccupyoLlei AedopMaLn 1 MTOMKOCT JNHHbIX
TPyOuaTbIX KOCTEN, HAPYLIEHNIO KOCTEOBPA30BAHWIS, TUMEPMNOABMKHOCTI CYCTABOB.

Bce getvi poannunch OT MaTepei, CTPaAaloLmMX SKCTPAreHNTalbHbIMU 1 FeHUTabHbIMY 3300M1eBaHUAMM.
[narHo3 6bin NOATBEPXKAEH AaHHBIMM aHaMHE3a, SKCNepUMeHTaNbHbIMM MeTOAaMM MCCeA0BaHNA
(R-rpadmen, Y3M BHYTPEHHMX OPraHOB) U KOHCYbTaLMen y3Kx cneumanmctos. OTMeYanmnchb TakKe
IKCTPACKeNEeTHbIE CUMMTOMBI: MPOrPeCCUpPYIOLLIAs TYroyXoCTb, OCTEOCKEPO3, BPOXKAEHHbIE MOPOKK
ceppnua v ronybble cknepebl. [poBefeHO KOMMIEKCHOE NedeHne: WaaaLlmnii 0bpas 13HK; KanopuinHas
Aneta boraTas benkamu, KanbLnem, Gochopom, MarHmem, BUTaMiMHaMu; 61Mon00aBKY, CoepKallne
AMUHOKMCOTbI; BUTaMUH [13 — HUKOMEA, romeonaTtyeckme npenapatbl, UMMYHOMOAYNATOPbI, MacCax U
JIOK, uTo Aano NonoxumTeNbHble pe3ynbraThl.

KnioueBble CNloBa: HECOBEPLLIEHHbBIN OCTeoreHe3, bonesHb JlobwTelHa - Bponvika

AKTyanbHOCTb. HecoBeplieHHOe KOCTeoobpa3oBaHe
(6one3Hb JTiobwTenHa-Bponvka) — HacneacTBeHHoe
3aboneBaHmne CoenHNTENbHOM TKaHN ONOPHO-
[IBUraTeslbHOro annapara. IT1Monorusa 3abonesaHus

He BblACHeHa [1,2]. OCHOBHOW NPUYNHON Pa3BUTUA
HecoBepLIeHHOro OCTeoreHe3a CUMTatOT BPOXAEHHYIO
CUCTEMHYIO HEMOMHOLEHHOCTb Pa3BUTNA ME3EHXUMBbI,
B YaCTHOCTW, COEAMHUTENBHOTKAHHOM OCHOBbI KOCTW.
B ocHoBe ero nexar MyTaLuv B reHax KosnareHa |
TvNa. bonesHb NPOABNAETCA NMOBbILLEHHON JTIOMKOCTbIO
KOCTei, KoTopas 0byCnoBfeHa HapylweHnem GyHKLK
0CTe0bnacToB 1, NPUBOAALLEN K HAPYLWEHNIO SHAO-
CTaNbHOTrO 1 NepPUOCTanbHOroO OKOCTeHeHWs. Hanbo-
Nee YyacTo HabaaeTCA 3aMeHa MULMHA Ha ApYryto
amuHokucnoTy [3]. CHukeHa anddepeHUMpoBKa
0CTe0bNacToB, HaPYLIEHO OTNIOXKEHNE CONelt KanbLina
n dochopa. HegocTatouHa NpoayKLUMs U 3aTOPMOXKEHA
pe3opbuysa KOCTHOrO BellecTsa [4].

U,eﬂb nccnefoBaHUA: N3yUnUTb KITMHKWKY, AMArHOCTUKY
1 NeyeHne 6obHbIX C HeCOBePLEHHbIM OCTEOreHe30M,
CTpafdatowx YaCTbiIM MPOCTYOHbIMI 3a00neBaHNAMMU.

Matepuan n metogpbl. [oa HabngeHeM HaxoaMIOCh
9 neten C HeCoBepLIEeHHbIM OCTEOreHe30M B BO3pacTe
o1 0 go 10 neT, BbIBNEHHbIX 13 YMcna 561 60nbHOrO,
CTPafAoLWMX YacTbIMM MPOCTYAHBIMY 3a001eBaHWsA-
MV, 0OPATUBLLNXCA B [OPOACKON MEAVLMHCKUI LIEHTP
(TML) v Topoackme LeHTpbl 300poBbA (ILI3) NO7 1 Ne12
3a nepuop 2007-2011rr. COop mMaTepranos oCyLiecT-
BANCA NYTEM ONPOCa poanTenei 1 BbIKONMpPOBKM

JAHHbIX 13 UCTOPUM OONE3HU U UCTOPUK Pa3BUTUA pe-
6&HKa. [laHa XapakTepuncTrKa nokasaTenen 340poBbA,
coumasnbHbIX YCIOBUI XKU3HW MaTepen 1 reHeanormye-
CKOro aHamHe3a. Bce getn poannmnce oT matepelt, cTpa-
JAOLLMX SKCTPareHnTanbHbIMM (@HeEMUA, NMnenoHedpuT)
W reHUTanbHbIMK (reCTO3bl, SHOOMETPUTHI U Apyrie)
33b0neBaHNAMM. bONbLIVHCTBO AeTel (7) poXaeHbl B
POACTBEHHbIX Opakax. [1Boe — poannnch C MHOXECTBEH-
HbIMW NepenoMamm KoCTen. Bcem getam NpoBOANIOCH
KIIVHWKO-NabopaTopHoe obcneaoBaHme: 0bLMA aHanmn3
KPOBW, MOUM, Kasa, OUOXMMNYECKII aHaNN3 KPOBMN
(onpenensanu Ca, P 1 wenouryto pocdatasy), a Takke
NHCTPYMEHTabHble MeToAbl MCCneaoBaHmnA (IXOKT,

Y3W nouek, KI, peHTreHorpadua TpybuaTtbix KOCTel,
pébep, cepaua v Ap.); KOHCYNbTaLUWK CNeymnanmncTos —
TPaBMaTOSOra, FeHeTHNKa, OTONAPVIHIONOra, OKYINCTA,
Kapauonora. Y 3 geteit AuarHo3 Obi NOATBEPXKAEH MPK
obpatleHny B IHCTUTYT TPaBMATONOrN 1 OPTONEANM

r. MOCKBbI.

Pe3ynbraTtbl 1 nx 06CyxAaeHne. B aHavHe3e y Bcex
[ieTei OTMeueH POLCTBEHHbIV OPaK, OTATOLIEHHbIN aKy-
LWEPCKUI aHaMHe3 — recTosbl (B 3 Cyyasx), By/IbBUTDI,
BY/IbBOBArMHUTHI (5), C MOMOXUTENbHBIM BbICEBOM XJ1a-
Mrann (2), LMToMeranoBrpycHasa nHGekuma + ctadu-
NOKOKK (3), 3KCTpareHnTanbHble 3aboneBaHna — rpunn
(2), renatnt (1), BPOHXUT 1 MHEBMOHMM MO 2-3 pa3a B
roa. Matepu 3Tux aeTen B TeueHe Bcei 6epemMeHHoCTH
NoNyYany KOMMIeKCHOe MeAVKaMeEHTO3HOe neveHue. Y
BCex fieTel Habnogancb Nepenombl AIMHHbIX TPYO-
yaTbIx KOCTel pébep, nedopmaLina MO3BOHOUHMKA 1
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FPYAHOW KNeTKY, YKOPOUeHUe 1 NCKPUBIEHVE KOHeY-
HOCTeln BCNeACTBMe NepenomoB. Y 4 13 H1x obHapy-
»eHbl MblLlUeYHble aTpoduK, y 2 — pasbonTaHHOCTb UK
KOHTPaKTypa CyCTaBOB, Yy 2 HOBOPOXKAEHHBIX — yKe
BHYTPUYTPOOHO ObITN MHOXECTBEHHbIE MEPENIOMbI,
O[INH Y3 HVX POAMNCA MEPTBbIM: MaTb Ha 9-M MecsALe
bepemeHHOCTH NepeHecna Taxényio dopmy rpunna. Y
ZIpYroro 6bl1 KOMMPECCUOHHbIN NMepenom No3BoHOY-
HVIKa, OTMeYanuCh: He3apalleHre poAHNYKa 1 LLIBOB
uepena A0 ABYX/IETHErO BO3PACTa, NepepacTaxeHme Cy-
CTaBOB, ¥ MyMNOYHas rpbhka. Y BCex feTein Habnohanuch
IKCTPACKeNeTHbIe CUMMTOMbI. Tak, y 3 13 HUX BbIABIEHbI
ronybble CKNepbl, y BCeX 0TMeYancsa no3aHniA pocT 3y-
60B 1 paspyweHne aeHT1Ha 3y6oB. Y 4 13 5 naumeHToB
Habntofancb NPOrpeccrpyioLlan TyroyxoCTb 1 OCTeO-
CKNEPO3, Y 3 — KOHTPAKTYPb, MblLUEYHAS TUMOTOHNA 1
NaxoBas rpbixa, y 2 — BPOXKAEHHDBIN NOPOK CepAaLa B
CTaguu cybkomneHcaLmy, y 3 — 6bina BelpaxeHa fedop-
MaLma rpyHON KNeTKM, YTO CMOCOOCTBOBANO PasBUTUIO
UaCTbIX MPOCTYAHbIX 3a060M1eBaHNI (0OCTPYKTUBHOIO
OPOHXMTa 1 MHEBMOHWMW). B aHanmn3ax Kposwu BbiABIe-

Ha aHemua (3p. — 3x106, Hb — o1 60 go 80, uBeTHOW
noka3atens — 0,8), B aHanm3ax Moyu: 6enok — ot 0,033
10 0,066 %o, L — o1 8 go 18 B none 3peHns, oTmeyaeTcA
CHUXeHMe KonuyecTBa GochaToB v KanbLina, KpeaThHu-
Ha KpOBW 1 NodveyHan peabcopbums. B Kposun 'y 2 aeteit
BbIAB/EH X1aMUAVO3. PeHTreHonornyeckme n3meHeHnsa
B Aviadu3ax TpybUaTbix KOCTen: Auddy3HbIM 0CTeonopos
BM/10Tb [10 NPO3PaYHOCTI KOCTK, PE3KOE NCTOHUYEHVe
KOPTUKaNbHOIO CNOS, YMeHblIEHWEe NornepeyHyiKa
Anadn30B C pacnnaBneHnem MeTapros, CeTUaTbI
PUCYHOK 3yOHOrO BeleCTBa, MHOMXECTBEHHbIE KOCTHbIe
Ma3onu. BpoxkaAEHHbBIM Mopok cepaua (y 2 naumneHToB) u
y[BOEHHas noyka (y 1) Obinv NoaTBEPKAEHbI YbTPa3By-
KOBbIM 1MCCNeOBaHNEM.

Mo knnHWYeckon kapThHe LLlabanos H.M. (2007r.) BbI-

nensaet 4 T1na HeCoBepLIEHHOrO OCTeoreHe3sa:

1. AYTOCOMHO-AOMUHAHTHBIA TvM (I A) — XpynKoCTb
KOCTei, ronybble CKnepbl, OTCYTCTBUE TYrOyxoCTy,
nepesombl Yallle BCero B AOWKONbHOM BO3pacTe C
pa3BUTVIEM NPOrpeccupyoLnx aedopMaLini [IvH-
HbIX TPYOUaTbIX KOCTEN.

2. AyTocomHo-peueccrBHbIZ Tvn (I B) — nepuHaTans-
HbII NIeTanbHbIN TUM: MHOXKECTBEHHbIE MepesioMbl
KOCTel, BO3HMKatoLMe BHYTPUYTPOOHO N1b0o B pO-
nax, aedopmMauin 6eapeHHbIX KOCTel HapyLleHne
KOCTeobpa3oBaHuA vepena no Tuiy «MemopaHo3HO-
ro», ronyoble CKnepsbl, pa3suTe CUHAPOMA AblXa-
TeNbHbIX PACCTPOWCTB, NMPVBOAALLErO K NepuHaTasb-
HOM rnbenu.

3. AyTocomHo-peLieccnBHbI TUN (I A) — peunanempy-
joLLVie Nepenombl ANIVHHBIX TPYOYaTbIX KOCTEW, YacTo
BO BPeMs POJIOB, Nporpeccrpyolias agedbopmaLimns
CKeneTa, MMneprofABMKHOCTb CYCTaBOB HOpPMaribHble
CKIepbl, HEU3MEHEHHDBIV CITYX.

4. AYTOCOMHO-AOMUHAHTHbIA VM (Il B) — XpynkocTb
KOCTel C peiko BO3HVMKAIOLMMM NepenoMamm,
NpUBOAALLMMUY K AedOpMaLnm KOCTEN, HOPManbHbIN
LBET CKNep, HEU3MEHEHHDIN CITyX.

MNon Hawvm HabnogeHeM C NepBbiM TUMOM HecoBep-
LIEHHOro oCTeoreHe3a ObiNo 2 Aeten, oanH PpebEHOK
— CO BTOPbLIM TUMOM, TPOE — C TPETLUM TUMOM U eLLé 3
feTel C YeTBEPTbIM TUMOM, KOTOPbIE XMBYT MO Ha-
cToAuee Bpemd, OQHOMY — 2 rofa, APYromy — 3 TOAa U
TpeTbemy — 10 net.

OCHOBHOW LieNbto ieYeHna Obino CHKEHME YacTbix
nepenomos. Laaaumin obpas x13HK, Bpallatowmx 1
PE3KNX ABVKEHWI CTapannch 13beratb. ManeHbKux u
FPYAHbIX AETen NPV NOAbEME NOALEPKMBAA 3a TONOBY
1 Tynosuile. Ha 2 geTelr Obinv HafeTsl NOAAEPKUBaIO-
LMe KopCeTbl A/1A 3aMefIeHNA 3MEHEeHUI CKeneTa.

[veTa HaszHauanacb 6orataa 6enKamu, KanbLmem,
dochopom 1 marHnem; sButammnbl C v rpynnel B (BT, B2,
B6), briofobaBKu, cofeprKalime aMmMHOKNCIOTEI (FULNH,
METUOHWH, MPOMVH, MII0TaMUH), FoMeonaTuyeckmne npe-
napatbl. bonbHble Nonyyan Conu KanbLnsa, BUTaMMH
[13-HuKomen, xoneornuuepodepon (ao 8-10 Teic. ME).
Ha3Hauanuncb maccax, drsmotepanva (MHAYKTOTepMnS,
3n1eKTpodOope3 C CONAMU KanbLMa Ha TpybuaTble KOCTH,
MOPCKME BaHHbI 1 nevebHan GuskynsTypa). C Lensio
MOBbIWEHVA UMMYHWUTETA Ha3HaYaIMCb UMMYHOMOLYNA-
TOopbl. [1pK BO3HUKHOBEHNUW NEePeIOMOB HaKMablBanmnch
rMNCoBble WKHbI. B npouecce HabnogeHna 1 npose-
NEHHOIO NeyeHns CocToAaHWe 2 AeTel HesHauuTenbHO
YNYYLWMNOCh: AETU CTann CMIOKOMHee, HOPManM30oBanca
COH, OHVI OKpenv, CTanu pexe 601eTb NpoCTyaHbIMM
3ab0neBaHnAM, CTanm XOAUTb, NPV NMafeHU rnepenombl
ObINN peXke, HO OTMEUaNCa CKOMINO3, CIyX U LIBET CKIep
— HOpMasbHbIV, aTPOGUA MbilL| HE OTMeYanach. Pebé-
HOK, POAMBLLNIACA C MHOXECTBEHHbBIMI Mepesiomami,
ymep B 6-MeCAYHOM BO3PacTe OT MHEBMOHNM. Y Hero
6b110 5 NepenomoB — KoyuLbl, MpaBoro beapa v 3-x
pébep. Tpoe feTeit C BPOXKAEHHBIMI MOPOKaMK cepaLa
YyMEpV OT CepeYHON HeOCTAaTOUHOCTH, OAVH 13 HIX
— OT NPUCOEONHMBLLENCA KONV-MHOEKLINN.

[NprBOANM COBCTBEHHOE KIIMHMYECKOE HabnoaeHwe.,
bonbHas fesouka, 10 net, obpatnnack B Meanko-
reHeTuuecKun LeHTp r. [lywaHobe ¢ xanobamu Ha
YyacTble nepesioMbl KOCTel. 13 aHaMHe3a BbIACHEHO, YTO
OHa poannach oT NepBoK bepeMeHHOCTV B POACTBEH-
Hom bpake. [lefylwka pebéHka No OTLIOBCKOM ANHMN
CTpadan YacTbiMM NepenoMamm TpyobUaTbiX KOCTEN.
[esouka pogmnacs ¢ secom 3000 Kr, pOCTOM 52 CM.
Co cnos poguTenei 4o 6-T1 MeCAYHOro BO3pacTa OHa
pa3BKBanacb COOTBETCTBEHHO BO3PACTY, 3aTeM Obif Bbl-
ABNEH 3aKPbITbI MOAHAAKOCTHUYHbBIN NEepeniom NeBOW
KMiounLbl 6e3 cmellieHrs. B Bo3pacTe 8 mecALieB OHa
HaxXOAMNACh Ha NNeYeHM B OTAENEHMM TPABMATONOMN
MO NOBOLY NepPenoMa HUXHMX KOHEYHOCTEN. TaM xe
OHa Obl1a MPOKOHCYNBTUPOBaHA HEBPOMATONOTOM MO
NoBOMY rMyOOKOW 3a[1ePKKM MCUXOMOTOPHOTO Pas-
BUTVA. brioxrmmueckre nabopaTopHble UccnefoBaHNA
B 3TOT NEPUOL, HE BIABUN OTKIIOHEHWI OT HOPMbI,

HO Npwv NpoBeaeHnn Y31 noyek 1 MOYeBOro My3blPA
6bINM 0OHAPYKEHbBI NPU3HaKW ABYCTOPOHHETO Hehpo-
KanbUMHO3a. Yem CTaplue OHa CTaHOBMIACh, TeM ApYe
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PUC. 1. IEOOPMALMA FPYIHON
KJETKM

PUC. 3. COOPMNPOBABLUUECA JTIOXHbIE CYCTABbI

CTana NPOABAATLCA KNMHUYECKAA KapTUHA OCTeoreHesa,
KOTOPas XapaKTepyr30Banachb NOBbILLEHHON TOMKOCTbIO
KOCTeW faxe Npu MUHVMAbHbBIX Harpy3Kkax, nepe-
JIOMbl BO3HUKaNM CNOHTAHHO. Ha cerogHAWHWM aeHb

y AeBOUKM OTMeYaeTca aedopmMauna rpyaHON KNeTKu,
yKopoueHue 1 1edopMMPOBaHHbIE KOHEUHOCTH, Chop-
MMPOBABLUNECA NIOXKHbIE CYCTaBbl, Pa3BUICA CKOMMO3 1
BbIPaXXeHHan HN3KOPOCIOCTb (prC.1-4).

BTopoi pebEHOK B 9TOV Cembe MOABUICA CycCTA 8

neT. MaTb pebéHka neyvnacb ot becnnoaua. JaHHas
bepeMeHHOCTb NpoTekana C ABNEHVAMM recTo3a 1 Ya-
CTBIMW NPOCTYAHBIMK 3ab0neBaHuamu. Podbl npoTekann
TAXKENO (NPeXAeBPEMEHHOE U3NNTE OKOMOMIOAHDIX
BOf, C1abOCTb POJIOBON AEATENBHOCTY) U 3aKOHUMINCH
Kecapesa cevyeHviem. CocToAHne pebéHka npw poxmie-
HUW pacLieHeHO Kak KparHe TAXENoe, B CBA3MN C MHO-
XKECTBEHHbIMM NepenoMamm KouuLibl, pédep, BEPXHNX
N HUXKHNX KOHEYHOCTel. Macca Tena pebéxka npu
poxaeHnn 3200 1., anunHa — 46 Cm, OUeHKa No wkane An-
rap — 4/6 6annos. bbina Nnpov3eeaeHa UMMObMNM3aLKS

PUC.2. QEOOPMALINA KOCTEW BEPXHUX KOHEYHOCTEN U HU3KOPOCJ/IOCTb

PUC. 4. CKOJINO3 N BEGOPMALINA KOCTEN
MJIEYEBOIO MNOACA BCJIEACTBUN MEPEJIOMOB

HUMXHMX KOHEYHOCTEN MMNCOBOW NIAHIETOM 1 BEPX-

HUX KOHEYHOCTEN — MArKOV OMHTOBOW NMoBA3KoW. 1o
TAXECTN COCTOAHUA PEOEHOK NepeBeiéH B OTaeNeHne
XMPYPruv PanoHHoM 6onbHULL [pr HellpoCcoHorpa-
brn 0OHapyKeHbl MHOXECTBEHHbIE KACTbI COCYAMCTOrO
cnnetenus. MauneHTy 6bin BbICTABNEH KNMHUYECKNIA
[MArHO3: HECOBEPLLEHHbIN OCTEOreHE3, OCTEOXOH-
APOANCMNA3UNA: MHOXECTBEHHbIE MepeoMbl BEPXHIX

1 HUXKHUX KOHEYHOCTEN, pébep; BANbIN Napes nesoi
PYKM. MHOXeCTBEHHbIE KACTbI COCYAMCTOrO CReTeHus
FONIOBHOMO MO3ra. Pe6EHOK Monyyan COOTBETCTBYIOLLYIO
3TUOTPOMHYIO U CUMMTOMATYECKYIO Tepanmio.

Takvm 0b6pa3om, NpoBeiEHHOE HabnogeHe 3a AeTbMU
C HECOBEPLEHHBIM OCTEOTEHE30M WSV BPOXKAEHHOM
JIOMKOCTbIO KOCTEW MOATBEPXKAAET PEAKOe, HO TAKENOe
TeueHue 3a00neBaHWA, XapakTepu3yoLlerocs Hefo-
CTAaTOUYHOW TONLLUMHOM KOCTEN, PE3KMM TOPMOMXEHWUEM 1
13BpalleHremM NpoLiecca KOCTeobpa3oBaHwa, B pe3yb-
TaTe Yero NporpeccupyeTt CUCTEMHbBIN OCTEOCKIEPO3 C
He6)‘|aFOI'Ipl/IFITHbIM MPOrHOCTNYECKMM MCXOA0M.
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Summary

The clinic, diagnosis and treatment
of children with osteogenesis imperfecta

Z.K.Umarova, G.S. Mamadjanova, D.A. Mukaramova
Chair of Family Medicine N°2; pediatric diseases N°1 Avicenna TSMU

The results of investigations 9 patients with osteogenesis imperfect, identified among 561 children
with frequent colds were presented. Osteogenesis imperfecta - a genetic disease of connective tissue
(Lobstein- Vrolik's disease ) caused by mutations in collagen genes of type | due to impaired osteoblast
function, which leads to a progressive deformation and fructure of long bones, disruption of bone
formation, hypermotility of joints.

All children were born from mothers with extragenital and genital diseases. The diagnosis was confirmed
by anamnesis,additional methods (X-ray, ultrasound of internal organs), and consulting of specialists.
There were also ekstraskeletal symptoms: progressive deafness, osteosclerosis, congenital heart defects,
and blue sclera. A comprehensive treatment: gentle lifestyle, calorie diet rich in protein, calcium,
phosphorus, magnesium, vitamins, supplements, containing amino acids, vitamin D3 - Nycomed,
homeopathic drugs, immunomodulators, massage and physical therapy, which gave positive results.

Key words: osteogenesis imperfecta, Lobstein-Vrolik's disease
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