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AxkryansHocTb. Cunapom Jlosiica—dutua (CJL; curapom
aHEeBPH3MBI a0pTHl M3-3a aHomaimuii TGF-B-peuentopoB) — 3to
ayTOCOMHO-IOMHHAHTHOE 3a00JIeBaHUE COSITUHUTEIBHON TKaHU
€ XapaKTePHBIMU MPOSBICHUAMHI CO CTOPOHBI CEP/IeUHO-COCYIU-
CTOM CUCTEMBI B COUETAaHUN C AHOMAJIMSMU Pa3BUTHSI OIIOPHO-IBU-
raTejibHOro anmnapara. XapakTepu3yeTcsi HeOlnaronpHusaTHBIM Mpo-
THO30M, T. K. CPEIHSISI ITPOIOIDKUTENLHOCTD KU3HHU OOJNBHBIX 26—
37 netr. OCHOBHOW NMPHUYNHOIN BBICOKOW JIETATHLHOCTH SIBISIETCS
CKJIOHHOCTb K PAcCIIOCHHIO M Pa3pbIBy aOpPThI, a TAKKE JIPYTUX
apTepuil KpyImHOTO Kanuopa.

Onucanue Knunuueckozo cayyas. Manwiauk, 14 ner. Hacnen-
CTBEHHAas quciuiasus coenuuutensHor tkanu: CJIJ, tun 4. lu-
JIaTaIys BOCXO/AIIETo OT/eNa a0PThl Ha YPOBHE CUHYCOB Bainb-

casbBBl. HacieicTBeHHBIN aHaMHe3 OTATOLIEH 1O OTLOBCKOM JIU-
HHUHM: Y OTHa 2 TOAa Ha3aj MOSBIIINCH jKAI00B! Ha CHIIbHBIE 00N
3a rpyJUHOM, Ipy 00cIen0BaHNN OblIa BBISABICHA IIATOJIOTHS aop-
ThI, IPOBEJECHA ONEPALHs IPOTE3UPOBAHUS KOPHS U BOCXOJSIIETO
otena aopThl. balymika u npadalyIiika ymMepiu oT pa3pblBa aHEB-
pu3MBbI 20pTHI B Bo3pacTe okoio 40 net. B 2021 r. npoBeneHo rexe-
THYECKOe 00CIIeIOBaHIE YWICHOB CEMBbH METOJIOM IIPSIMOTO CEKBe-
HupoBaHus 1o CaHrepy. Y oTHa 00HAPYKEHBI MyTalUH, BKJIIOYas
3ameny, xapakrepuyto ais CJI, 4 tun: c1322G>A (p.Cys441T)
B IeTEPO3UTOTHOM COCTOSIHUU B 8-M 3k30He TGFB2. V pebénka
oOHapy’KeHa aHaJIOTMYHAs MyTallusl B FE€TEPO3UTOTHOM COCTOSIHUU
M 003238.6: 1322G>A (p.Cys441T). Y nena 601pHOTO MajIbdu-
ka obHapyxeHa myTanus NM_003238.6:¢.52G>T (p.Alal8Ser)
TaKKe B TETEPO3UTOTHOM COCTOSTHHH. AJUleproaHamHe3: ajuiep-
rudeckuil puHUT. C 1eTcTBa HabMI0gaeTCs OPTONEOM C AUarHo-
30M: IIJIOCKO-BaJIbIyCHBIE CTOIIBI C IPU3HAKAMH apTpo3a B TApaH-
HO-JIaJIbeBUJHOM COWIeHEeHuH, Oone3Hs IlIuHIa ¢ ABYyX CTOPOH,
IPYIO-TIOSICHIYIHBIN CKOJIHO3, Aedopmarus rpyqHoi KieTku. Pe-
TYISIPHO PeOEHOK TOCTIUTAM3UPYETCS B OTIACIICHHE KapIruoIIo-
THH C 5KaJI00aMH Ha 3MN30/bI IPECHHKONAIBHBIX COCTOSHHHN, 00-
7Y B CIIMHE ¥ HOTaX, HapyIIeHne KoopaAuHauu. GeHOTHITHYEeCKH
nozpoctok coorBercTyeT CJIJI. Ilpu mocnennei rocnuranu3za-
uu 1o JaHHBIM OxoKI': nmpu3Haku AunaTanuy aopThl HA YPOB-
He cuHycoB Banbcanbsbl 32 MM Z-(akrop 2,64. [1o qaHHBIM XO0J1-
TepoBcKoro MoHuTOpHpoBaHust DKI': IIIOTHOCTE KEITyITOYKOBOM
akctpacucronuu 7,4%. [Ipu MarHUTHO-pE30HAHCHOM apTepHorpa-
(un: naToNnOrn4ecKuil Xoa MHTPaKpPaHUATBHON YaCTH BHYTPEHHUX
COHHBIX apTepuil. [ unonmnasus npaBoi 3afHel COEIUHUTENBHON
apTepuu. ACUMMETPHs II03BOHOUHBIX apTepuil.

3akurouenne. MynbsTUAMCIUIIMHAPHOE HAOIIOAEHUE SBIIS-
eTcsl KITIOUeBBIM KOMITIOHEHTOM B KoHTpoine CJIJI. OHo BKmogaer
ydJacTue KapAHOJOroB, T€HETHKOB, OPTONEN0B, 0QTaIbMOIOTOB
U IPyTHX CIIELMAINCTOB, YTO MO3BOJIAET 00ECIEUUTh KOMIIIEKC-
HBIH OIXOA K IUarHOCTUKE U JIEUEHUIO OOJIbHBIX.



