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WccnepoBaHue PesynbTaT KoMMeHTapuit
'eH TRAPPC2 M, CM.KOMM. [MpoBoannock nccneaoBaHne Ha NpeaMeT BbISIB/IEHUS

CnoHaunoanuduapHon ancnnasum (SEDT).
Pe3ynbTaT npunaraeTcs Ha OTAebHOM briaHke.

BHuMaHne! B aneKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCeN0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHnii He SBMSOTCS AMarHo3oM, Heobxoamma KOHCY/1bTauuda crieunasnancra.

M.IM. / NMoanuce Bpaya
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https://www.invitro.ru/analizes/for-doctors/1116/7769/

Onucanue pe3yJibTaTOB HCCJIEIOBAHUS

MH3 999999999

®.N.0., 2018 r.p., o6cnenorancs B OO0 «Hezapucumas naboparopust MTHBUTPO» ¢ METBIO TOWCKA
mytanuii B reie TRAPPC2, mpuBoasimux K pa3BUTHIO CHOHIWIOATH(PU3APHON NUCIIIA3UU
(SEDT) ¢ X-CIerieHHBIM pEeIlieCCUBHBIM TUIIOM HaciepoBanus (mpodumib Ne 7979TRAP).

Cnonounodnuguzapusie oucnnasuu (C3/]) npedcmasnsiom coboOl 2emepoceHHYI0 ePYnny CUCMEMHbIX KOCMHbIX 3a00/e6aHuUll
(ocmeoxonOponamuil) ¢ NPEUMYWECMBEHHbIM NOPAdICEHUeM MeN NO360HKO8 U SNUPU308 mpyOuamvlx Kocmell ¢ opmuposanuem
OUCNPONOPYUOHATLHO HUZKO20 POCMA 3d CYem YKOPOUEHUS MYI08UWYA U PA3BUMUEM 0e2eHePaAMUBHbIX 3a001e8aHUTI CYCMABOS.

C3, obycnosnennoe mymayuei umento 8 cene TRAPPC2, omauyaemcs 601ee MASKUM KIUHUYECKUM MedYeHueM. He Bblasisaemcs npu
podcoenuu, 00 5 nemuezo 8o3pacma huzuyeckoe pazgumue He omaudaemcs om ceepcmuuxos. K 10 2o0am cmanosumes 3amemubim
omcmasganue 6 pocme, NOAGIAIOMC 00U 8 CRuHe, QOPMUPYEMCs KUDOCKOAUO3 6 2pyOHOM omoene NO360HOYHUKA, XAPAKMEPHOe
menocnoxcerue. Y 83pocavix nayuenmos pocm peoko npesviuiaem 150 cm. Xapakmepuvim peHmeeHoN02UYecKUM NPUSHAKOM A6IAEmCs
PACNPOCMPAHEHHAST NIAMUCNOHOUNUSL C 0COO0U hOPMOU mell NO360HKO8 8 SPYOHOM Omoelle NO360HOYHUKA 6 UOe 6036bIULAIOUELCS
YenmpanbHou Yacmu eepxueli NOBEPXHOCMU mend U CKOUWEHHbIMU YUACMKAMU N0 Nepumempy, 8 Yeiom, npuoaoudas no360HKY uo
«eopbay, komopwiti popmupyemca nocie 10-1emuneco gospacma. YV 6cex 60IbHbIX 3HAYUMENLHO CHUNMCACMCS BbICOMA Mell NO380HKO8
2PYOHO20 U NOACHUYHO20 OMOeN08, 8 DObULEl CIeneHU UX nepeOHUxX, BeHMPAIbHBIX OMOeL08.

B o6pasue JHK o6caeagyemoro OblT MpoBEeAEH IMOMCK MYTallMi METOJOM  IIPSIMOIO
CEKBEHMPOBaHUS KoAupyroIiel mnocienoBarebHOCTH reHoB TRAPPC2 (1. e. BBIsABICHHE Kak
YaCThIX, TAK U PEAKUX MYyTaIlUi).

MyTanuu B JTaHHOM IeHe He BbIsiBJIeHbI (BapuaHT N)

AHK ®.1.0. reH TRAPPC2

SED-49.1 MaTtoreHHble  MAM  BEPOSITHO  MaTOreHHble
HYKNeoTuaHbIE BapuaHTbl He 06HapyXXeHbl

[Tonyuennslii pe3ynbtat uckiouaeT COJ1, oOycnoBneHHoe myTanuei umeHHo B reHe TRAPPC2,
HO He uckmouaeT npyrue turnbl COJl, B yacTHOocTH 00ycioBieHHble MyTarueit B rene Col2A1
(mocnenHss UMEET CYIIECTBEHHO 0oJiee TSHKEI0e TCUCHHE).

JubdepeHnnanbHblii  TUarHo3 PEKOMEHJOBAaHO TMPOBOJUTh TaKKe C MHOKECTBEHHOMU
smupU3apHON AUCTUTa3UEH.

Ecnu He TOYHOW yBEpEHHOCTH B JIMArHO3€, HO €CTh OCHOBAaHMWE MPEANoJiaraTh HaJlMuue Kakoro-
a100 HACIEACTBEHHOrO 3a00JIeBaHMs, 1IEJIECO00PA3HO PEIIUTH BOIIPOC O MPOBEICHUH SK30MHOIO
CEKBEHHMPOBAHMUS, O3BOJISIIONIETO MMPOBECTU OJTHOBPEMEHHBIN MOMCK MyTallMii B OOJIBIIIOM YHCIIC
reHoB. B OO0 «He3aBucumas nadoparopus MHBUTPO» nanHoe uccienoBaHue B HACTOSIIEE
BpeMsI HE TIPOBOJIUTCS.

PexomMeH10BaHa MOBTOpHAsE KOHCYJbTAIMS OpPTONEAa JJIsl pelieHus] BOMpoca O 1eJIeco00pa3Ho
MPOBEICHUS IOMOJTHUTEIBHBIX UCCIICIOBAHUIA.



[Tp1 HE0OXO0IMMOCTH TOJTYYEHHUS JOTIOHUTEIHHON HH(GOPMAIIUKU TI0 pe3yIbTaTaM 00CIeI0OBaHUS
PEKOMEHTyeTCs KOHCYJIbTAIUs Bpada-TeHEeTHKA.

K.M.H., Bpau-reHeTHuK MLII. / Iloanuch Bpaya



