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WccnepoBaHue PesynbTaT KoMMeHTapuit
FeH MSX2 ™. CM.KOMM. [MpoBoannock nccneaoBaHne Ha NpeaMeT BbISIB/IEHUS

KpaHunocrHocTo3a.
PesynbTaT npunaraeTcs Ha oTaenbHOM 6naHke.

BHuMaHMe! B 3neKTpOHHOM aK3eMnnsipe 6/1aHKka Ha3BaHUE UCCNeN0BaHNS COAEPXKMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaTbl NCCNenoBaHniA He SBMSOTCS AMarHo3om, Heobxoamma KOHCY/1bTauuda cneumanncra.

M.IM. / MNoanuce Bpaya

Eﬁlwmlg
E
S


https://www.invitro.ru/analizes/for-doctors/1027/7631/

Onucanue pe3yJibTAaTOB UCCJIETOBAHUS

MH3 999999999

®.U.0., 1966 r.p., oocnenoranack B OO0 «HezaBucumas nadopatopus UHBUTPO» ¢ nensro
noucka Mytauuii B reHe MSX2, npuBoIAIIMX K BO3HUKHOBEHHIO KPaHMOCHHOCTO3a 2-TO THUIIA
(mpoduie Ne 7717MSX2).

Kpanuocunocmos — >mo npesicoespementoe cpaujenue Kocmeii uepend, KOMopoe Yacmo MOdcen Npoucxooum euje 00 poriCcOeHus
pebenka, 6 pesyibmame KOMOPO20 Hepen He MOMACem PACUUPUINGCA 8 OMOENbHbIX HANPASIeHUAX U NPUHAMb HOPMATLHYIO DOPMY,
HeobX0o0uMyI0 011 pacmywe2o mosea. B sagucumocmu om moeo, Kaxue uepenuvie ui8bl CPACMAIOMCS PaAHbULe, Yepen MOJICen UMemb
paznuunyio gopmy. Ilooobuvie cenemuueckue HapyuieHuss pasgumus yepena ecmpeyaromes npu mpex cunopomax: Kpyzona, Anepa u
I haiicpghepa. Hzsecmno mmodcecmgo cememuyecKux munog Kpawucunocmosa, uanpumep: mun I, mun Bocmow (mun 2), mun
Qunadenvus - KpaHUOCUHOCO3 CASUMMANLHBIX W06, CUHOAKMUNUA NATbyes Kucmel u cmon, mun Aderauda, ¢ yMCmMEeHHOU
omcmanocmuio Jluna u I'emmuea u Op.

Ilpu xpanuocunocmose 2-eo muna, evizéannom mymayueii ¢ eeme MSX2 ommeuaemcsa: ghponmoopbumanvhoe 3anadenue, 100HOe
ymomyenue, myppubpaxuyedanus 6 pe3yibmame KOPOHAPHO20 KPAHUOCUHOCMO3A (6EHEUHO20 WBa), Hepen 8 gude mpuiucmuura. Mozym
ObIMb Makoice KOpomKue nepevie NACHHbIE KOCMU, 2071068Hble 00U, CYyOopou, Muonus u dedpuyum 3penus. Credyem ommemums, 4mo y
HEKOMOpbIX MO0, UMEIOWUX NAMOSEHHYI0 MYMAYUulo, He ObLIO CUMRIMOMO8 3a001esanus. [Juaznos ymounsem peHmeeHozpamma —
ommeuaemcs cpawjeHue GeHeUHbIX UB08.

B o6pa3sue JIHK o6cnenyemoit nmpoBeaéH nouck mytaiuu rena MSX?2 (dacTbie v peIkue) METOI0M
PSMOTO aBTOMATHYECKOTO CEKBEHUPOBAHMS.

MyTtauuu B rene MSX2 He BbisiBJieHbI (BapuaHT N).

AHK ®.1.0. reH MSX2

G134 MaToreHHbIX W BEPOATHO MNATOrEeHHbIX
BapuvaHTOB He BbISIB/IEHO

[TosryueHHBIH pe3ynbTaT HE UCKIII0YAET KPaHUOCHHOCTO3 2-T0 THIA Y 00ClIelyeMO, HO I€TIaeT ero
MaJIOBEPOATHBIM (TEOPETHUECKH BO3MOXKHBI PEIKO BCTpEYarolMecs BUAbI MyTaluil, He
BBISIBJISIEMbBIE IPUMEHEHHBIM METOZOM TUArHOCTHUKH).

Heobxoanma nuddepenimanbHas IMarHoCTUKa ¢ APYTUMHU CXOAHBIMUA COCTOSIHUSIMHU.

[Tpn HEOOXOIUMOCTH MOJIYYEHUS AOTOTHUTEIbHON HH(OpMALIUK TT0 pe3ysibTaTaM 00ciieI0BaHus
PEKOMEHYETCS KOHCYJIbTALlHs Bpaya-TeHETUKA.

PexoMmenaoBaHo:

1. C nensto auddepeHnaibHON TUArHOCTUKHU JOTOJHUTEIEHO MOXKET OBITh PEKOMEH0BAHO
uccienoBanue cunopom Anepa (npoduns Ne 7862) unu cunopom Kpyszona (npoduis Ne 7964).


http://www.dnalab.ru/diseases-diagnostics/crouzon-syndrome
http://www.dnalab.ru/diseases-diagnostics/crouzon-syndrome
http://www.dnalab.ru/diseases-diagnostics/apert-syndrome
http://www.dnalab.ru/diseases-diagnostics/apert-syndrome
http://www.dnalab.ru/diseases-diagnostics/pfeiffer-syndrome
http://www.dnalab.ru/diseases-diagnostics/pfeiffer-syndrome

Ecnu He TOYHOW YyBEpEHHOCTH B JIMArHo3€, HO €CTh OCHOBaHUE MPEAIoaraTh HAIMYUE KAKOTO-
au00 HACIENCTBEHHOTO 3a0oieBaHMs, IIEJeCOO00pPa3HO PEIIUTh BOIMPOC O MPOBEIACHHUH
MOJTHO?K30MHOT'O CEKBEHUPOBAHUSI, IO3BOJISIIOIIETO TPOBECTH OJJHOBPEMEHHBIN MOUCK MYTallUil B
oosbioMm yucie renoB. B OO0 «HezaBucumas nadoparopuss MHBUTPO» nanHoe uccienoBanue
B HACTOSIIIEE BPEMS HE MTPOBOJIUTCH.

K.m.H., Bpau-reHeTukK MLII. / Iloanuck Bpaua



