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JHpoKpUHHanA opdaHeTHKa: KnMHMLleCKMM crnyvyau cnOH.anoanmbmapHou ancnnasmm tuna Kumbepnm,
AOCTUXEHNUA U NEPCNEKTUBLI BbI3BaHHbIA HOBbIM BAPUWaAQHTOM B NreHe ACAN
BBEEHMUE. = MATEPI/IAHI:I I/I METOJJ,I:I
Huskopocnocte — pacnpocTpaHeHHas npuynHa obpalleHusa 3a MeguumHckow(::y| Manbunk ®., 3 roga 8 mec. PebeHok OT TpeTben bepemMeHHOCTH, NpoTeKaBLLEN

noMowbd B OeTckoMm Bo3pacte. OpHako

KIMNHN4YECKa4d

N3IMEHHNBOCTb UK
reHeTnHecCkKad reteporeHHOCTb HE MNMO3BOJIAKOT BbiABUTb HENOCPEOLCTBEHHYIO NMPUHNHY i-":|-

6e3 nartonorun, TPETbUX POOOB MNyTeEM KecapeBa cedyeHua Ha 40-n Hepene.
Macca Tena npu poxgeHmm 3000 kr, pocT — 48 cMm. PaHHee pasButne 6e3

Yy 3Ha4YnTENbHOWU YacTn naymeHtToB. OOHUM U3 reHOB, aCCOLIMMPOBAHHBLIX C LUMPOKUM
doeHOTUNNYECKMM CNeKTpoM HecuHapomanbHou HusKkopocnocTtu, asnaetca ACAN.
benok arrpekaH, koaupyembin reHom ACAN - OCHOBHOWM MNpPOTEOrNMMKaHOBLIN
KOMMNOHEHT BHEKIETOYHOro MaTpukca xpsula. ArrpekaH obecrneyvmBaeT CTPYKTYpY

ocobeHHocTeN. HacneacTtBeEHHOCTb MO HU3KOPOCIIOCTU He oTsrouwleHa. PocTt
matepn — 164 cm, pocTt oTua — 184cm, ueneson poct — 181,5 cm, SDS
uenesoro pocrta +0,65SD. [lpu ocmoTpe — COCTOSAHME nauueHTa
yOoBNneTBopuTenbHoe, pocT — 89,5 cM, SDS pocta —

rmapaTMpoBaHHOIO rensd, BaXHYH ANA OCYLLeCTBNeHUA QYHKUMKM cyctaBoB. Mbl -2,67/, Bec — 12,5 kr, SDS WVMT -0,12, BbICOKMW 100, OTHOCUTENbHAaA

npeacrtaBndem KIMNHNYECKUI cny4yau ayTOCOMHO-AOMMWHAHTHOW mMakpouedanua (Puc.1. ®eHoTtun nauueHTta). IHCTpyMeHTanbHbIX OAaHHbIX 3a
cnoHaunoanudusapHon Aagucnnasven Tuna Kumbeprnn, BbI3BAHHOM  HOBBLIM HapyLleHne KOCTHOro Bo3pacTta He Mnosly4yeHo.

HykneoTngHblM BapmaHTom B reHe ACAN.

PE3YJIbTATHDI.

BbINONHEHO MONEKYNspHO-reHeTU4YecKkoe uccregoBaHne — aHanui tapretHou naHenu "3aboneBaHusa coeauHUTESNIbHOW TKaHU" MeToOOM CeKBeHuMpoBaHUA HoBoro nokoneHums (NGS) (matepuan — OHK, nonyyeHHaa n3

NMM@OoLNTOB nepudepnyeckon Kposun). BeiaBrneH n ganee sanmgmpoBaH METOAOM ceKBeHUpoBaHUA Mo CeHrepy retepo3nroTHbln paHee He onmcaHHbin BapmaHT B 10 ak3oHe reHa ACAN (NM 001369268.1): ¢c.1793G>A,
P.(Cys598Tyr) (HG38, chrl5:88849498G>A), yTouHeHa cerperauua B ceMbe W NOATBEPXOEH cTaTyCc BapuaHTa de novo. [1o coBoKynHOCTU KputepueB natoreHHoctn ACMG BapuaHT KnaccuuuupoBaH Kak BEPOATHO

I'IaTOI'eHHbII/I 7 Kay3aTI/IBHbII/I ans cnoHaunoanudusapHon gmcnnasven tmna Kumbepnmn (OMIM: 608361) ¢ ayTOCOMHO-AOMWUHAHTHBLIM TUNOM HacneaosaHua (Puc.2. [laHHble 0 BbIABIEHHOM BapuaHTe B basze VarSome).
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chr15: 88 849 498

Publications [3)

Variant: 0
Gene: 561

Conservation Scores
phyloP100: 9.904

Community Contributions

chr15-88849498-G-A (ACAN:p.C598Y)

General Information SNV

ACAN(NM_001369268.1):c.1793G>A
p.(Cys598Tyr)

Transcripts

NM_001369268.1 -
MANE Select

In-Silico Predictors PP3: Pathogenic ...
14

Frequencies

exomes: f =0 (cov: 33.2)

genomes: (cov: 31.9)
NM_001369268.1 MANE CANONICAL exon: 10 codon: 598, Cysteine 1
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PMc 1. [laHHbIe O BbISABNIeEHHOM BapuaHTe B 6a3e VarSome
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v{g 3AKINKO4YEHUE.
[1oNMaTMONOrMYHOCTb HU3KOPOCMOCTU B NeguaTpudeckon npaktuke TpedyeT paclupeHHbIX METOOO0B MOJEKYINAPHO-TeHEeTUYECKOro uccrnegoBaHusa — HasHa4eHne TapreTHbIx naHeneu,

KOHTAKTDI. _
3abyackast Kcennsa 'eHHagbeBHa|
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7| nevenus nauMeHTa, a TakKe COCTaBUTb MPOrHO3 340p0Bbs ceMbW. Takke OaHHbIM BapuaHT HanpasneH ansa coobuweHuna B 6asy gaHHbiX ClinVar, cogepxawyo uHgpopmauuio of| +7 (985)-809-51-50

reHeTUYECKMX BapmuaHTax U accoummpoBaHHbIX C HUMW doeHoTunax, ansg MHPopMnUpoBaHUA Hay4YHO-MegMLIMHCKOro coobLuecTBa. E-mail:
ksenya zabudskaya@mall ru



