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KIMHUYECKUM CNYYAA
NO3AHEU AUATHOCTUKU
CUHAPOMA MAP®DAHA

Y PEBEHKA
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CuHpapom MapdaHa — ayTOCOMHO-A0MUHAHTHOE
3aboneBaHue ¢ pasNUUHON IKCNPECCUBHOCTHLIO U
4YacTtoTom BcTpeyaemoctu — 1:5000-1:15000
HOBOPOXXAEHHbIX, 06ycnoBneH MyTauuamu B
reHe 6enka pubpunnumnHa 1-ro runa (FBN1),
PacnoNOXeHHOro Ha ANAMHHOM naeye 15-u
Xpomocombl (15Q21.1).
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Llenb pabotbi: U3y4UTb KAUHUYECKUE
npoasneHuA 3abonesaHmnAa Ha Nnpumepe
KOHKPETHOro nauueHrta ¢ cuHapomom MapdaHa.

Martepuanbl U meToabl: Ha H6a3se
KapauopesmaTtonorunyeckoro otaeneHua by
«FOKB Ne1 r. floHeuka» ob6cnenoBaH pebeHok M.,
HaXOAAWMMUCA Ha CTaLMOHAPHOM NIe4eHUn No
nosoay cuHapoma Mapdgana (CM).
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Pe3ynbraTthl UCCNep0BaHUA

HNeBouka M. 12 net noctynuna B otaeneHue B ceHtabpe 2021
roaa.
Ha momeHT nocTtynieHusa *anobbl Ha:

* 6onb B 06bnactu cepaua;
* NOTEpPIO CO3HAHUA;

* HOCOBbIE KPOBOTEYEHUS;
* YTOMNAEMOCTb;

* 60Nb B XXUBOTE;

* 3an0p.



AHaMHe3 XU3HMU:

* pebeHOK ot V 6epemeHHOCTH, |l
CPOYHbIX, HOPMaNbHbIX poaos 37-38
Heaenb ¢ oueHKOU no wKane Anrap 7-8
6anoB, oaAHOKpaTHOEe 06BUTHUE NYNOBUHDI
BOKpYr wewu, sec npu poxxaeHuu 2600r;

" B 8 mecauem 6bin ycTaHOBNEH ANArHO3:
AUCNNIaCTUMECKanA KapanonaTus;




" B 2011 roay pebeHKYy AMarHOCTUPOBAHO:
- BanbrycHana agedopmauuma roneHeu;
- KUPOCKONMNO3;
- rmnepmeTponuyecKkumn acturmatuam OU;

- ABYXCTBOpPUATbIX a0OpTaZibHbIX KNanaH,
MUHUMANDbHDLIU CTEHO3,
pacliupeHue aopTtbl 40 2 C\w;




* B BO3pacrte nATHU net 6bina obcnepoBaHa B
reHeTu4YecKkom ueHTtpe r. loHeuka — 6bin
anarHocruposaH Cunagpom MapdodaHna.

®

ribosomal RNA

skin pigmentation

Zfibrillin 1 (Marfan

syndrome)

(Tay—Sachs
disease)



Natonoruu pebeHka:

ayTOMMMYHHbIWN TUpEoOUAUT
runeprpoduveckan popma;

ANCHYHKUUA XenueBbiBOAALLUX NYTEN;

Bererococyaucraa aAucpyHKuua no
rMNOTEH3UBHOMY TUNY.




O6veKkTuBHOE UcCcnepoBaHue:

* pocT 162 cm;

* gec 46 Kr;

* acTeHu4eckana ¢opma
rPYAHOW KNETKMU;
*Ku¢PpoCKoNno3;
*nnAocKocTonue;
*rMNepMoOUNbHOCTD
CyCTaBOB.

UHpeKkc BepseKa-
BopoHuosa -0,9.
UHpekc Bapru -0,02




Ix0-KI': AByXcTBOpPUaTLIN A0PTaNbHbIU KNaNaH:
acCMMeTpUA CTBOPOK NO KOMUCCYpe NpaBon U
NeBOU KOPOHapPHOU CTBOPOK, Kpaesoun ¢ubpos3
CTBOPOK, HEA0CTAaTOMHOCTb a0OPTa/IbHOrrO KNanaHa
| cTeneHu, CTeHO3 aopPTaNbHOro KnanaHa.
PacwupeHue socxoanauwein aoptobl g0 3,15 cm.

— Geniglemis

/x = Aort

Narmal Aart




BblBOAbI: AaHHbI KAMHUYECKKIA
Cny4aM NoKasbiBaeT Ham NO3AHIOI
AWarHoCTUKY cuHapoma MapdaHa B
BO3pacTe pebeHKa 5 net u orcyrcraue
TUNUYHDLIX NPU3HAKOB
AONNXOCTEHOMENUMN.




o
Cnacubo 3a BHumaHue!
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