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CMELIEHUEM XPYCTAJINKA

© I'ycuna Acsa Anexcanoposua, Cmanvioko Anacmacusn Cepeeesna, Kpunuyrkas Kapuna
Anekcanoposena, Meanosa Barenmuna @edoposna, Pymanyesa Hamanvsa Braoumuposna,
Kynax Buxmopus /[mumpuesna, 3y6oea Tamvana Buxmopoena, I'ycuna Huna bopucosna

PecnyOnukaHCKU HayYHO-TIPAKTHYCCKUN TIEHTP «Math U muts», yin. Oprosckas, 66, Munck, 220053, Benapych.

Knroueeswte cnosa: NoABLIBUX XpycTalinka; cuaapom Mapdana, ¢pubpunnun, FBN1

BBenenne. PacnipocTpaHéHHOCTh HapylIeHUIH
3pEHHUA U CJIETIOTHI B IETCKOM BO3pacTe — COCTaB-
nget 1,6 u 3,5 cnyuas va 10000 gereit. B cTtpyk-
Type HapyLIEHUN 3PEHUS U CIICNIOTHl Y JeTEeH 1015
BPOKJCHHBIX aHOMAJINH XPyCTaJIUKa COCTaBIAET
10,0-19,5%. Cpenu BpOXKACHHBIX 3a00JCBaHUMN
XpyCTaJMKa 3HAYUTEITHFHOE MECTO MPUHAICKUT
ero cmemeHno. Ciydan IHUCIOKalMU XpyCTallu-
Ka, He CBS3aHHBIE C TPABMOM, ABISAIOTCS, KaK Ipa-
BUJIO, T'€HETHYECKH OOyCIOBICHHBIMU. Pacmpo-
CTpPaHEHHOCTh BPOXKJEHHOTO CMEIIEHMs XpycTa-
nuka coctaBmsger 7-10 cmygaes wa 100000
yesnoBeK. OCI0KHEHUSIMH 3TOTO COCTOSIHUSA SABIISA-
I0TCSI aHOMAJIMN pe(pakivy U CHUKEHUE OCTPO-
Thl 3pEHHS BIUIOTb 1O aMONHMONMHM, MOBBIIICHHE
BHYTPHUIJIA3HOTO JIaBJIEHUS W BTOPHUYHAS IJayKo-
Ma, KOCOITIa3He, a TaKKe KarapakTa M OTCIIOMKa
cetyaTku. Hawmbonee dYacTbiMM  HpUYMHAMH
BPOXKJICHHOTO CMEIIEHHUS XPYCTalnKa SBISIOTCS
MyTtauuu B rerax FBN1, koTopsie oOHapyKuBatoT
y 25—-85% mainueHToB C 3TOM MaToJIOTHe.

Heab nccaenoBanus. YCTaHOBUTh MyTallUd B
reie FBN1 y manueHToB ¢ BpOXKJIEHHBIM CMeIlle-
HUEM XPYCTaJINKa U B UX CEMBSIX.

Marepuanabsl u Meroabl. B wuccienyemyro
TpyNIy BKJIIOYEHB 4 CeMbH, MMEIOIHe pedeHKa
BPOXJICHHBIM CMEILIEHHEeM XpycTaiuka (4 mpo-
Oanma: 3 JCBOYKM U MallbuuK, 4 poauTens u 2
cnbca). MoleKyIsIpHO-TeHETHYECKHUE HCCIIeI0Ba-
HUs IS morcka myTarnuii B rene FBN1 Obutu BbI-
MoJTHEHBI Tipofanay 1, mpobanay 2, ero poaute-
JSIM U 3110poBOMY cu0cy, npobanay 3 u ee mnopa-
KEHHOH Martepu, mnpobanny 4 u ee Opary, y
KOTOPOTO OTMEYEHBI TAKUE KE KIMHUYECKHE MPO-
sBIIeHUs 3a0oneBaHus. B kauecTBe marepuana ajs

nccienoBanus ucnoias3oBainu oopasisl JAHK, BbI-
JICJICHHBIE U3 JICMKOIIMTOB METOIOM COJIEBOM JKC-
Tpakuu. AHAIN3 HYKJICOTHIHOU MOCIEI0BATEIb-
Hoctu reHa FBNI1 npoBeaeH MeTogomM mpsiMOTro
CeKkBeHUpoBaHus. JlaHHBIE COOTHOCWIH C pede-
peHTHOU mocaemnoBarenbHOCTEIO NM 000138.3.
OneHKky TaTOreHHOCTH BBISBICHHBIX MYyTaIUui
OCYIIECTBIISUIM Ha OCHOBAaHUHU [ €HTCKUX KpUTEPH-
e or 2010 1.

Pesyabrarpl. Bcem mpobanaam u ux mopa-
JKEHHBIM POJICTBEHHHKAM Ha OCHOBAaHWUHW KIIMHHU-
YECKHX TMPOSBICHUA W B COOTBETCTBUHM C [ eHT-
ckoi kiaccudukanueii mepecmorpa 2010 1. ObLT
YCTAaHOBJIGH JWarHo3 cuHjapoma Mapdana. B
ceMbsix 1,3,4 oTMeUEHO HAcleJOBAHUE CHHIPOMA,
ciry4aii mpobania 2 SBISETCS CIIOPATUIECCKAM.

Y npobanna 1 BeisiBieHa myTarus c.1786T>A
(p.Cys596Ser) B reTepo3UroTHOM COCTOSIHHH B 15
sk3oHe reHa FBNI1. V mpobanga 2 oOHapyskeHa
myTamus ¢.2461T>A (p.Cys821Ser) B rereposu-
FOTHOM COCTOSIHUM B 21 3K30He, y poauTeneil u
300pOBOrO Opara Ta MyTalus OTCYTCTBOBasa. Y
npobanaa 3 U ee MaTepu HACHTUDUIIMPOBAHA MY-
tanust ¢.7851delC (p.Cys2617Trpfs*65) B rerepo-
3UTOTHOM COCTOSIHMH B 64 dk30He. Y mpobaHma 4
U ee Opara KOHCTaTHUPOBAHO HAJUYHE MYTallUu
c.1884C>G (p.Cys628Trp) B reTepO3UTOTHOM CO-
crostHuu B 16 sx30He rena FBN1. Bce BblsiBlIeH-
HbIC MYTAallMH SIBJISIOTCS HOBBIMH, HE OTMCAHHBI-
MU paHee B JIUTepaType.

3akaouenue. Ham ymanoch 0OHapyXuTb y
MAalMEHTOB C BPOXKJCHHBIM CMEIICHUEM XpyCTa-
nuKa 4 HOBbIE, HE OTMCAaHHBIC paHee B JIUTEPATY-
pe, mytauuu B 15, 16, 21 u 63 sK30Hax reHa
FBNI.
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