INVITRO

(017 [o]

Mon: Myxx

Bospacr: 3 roga

NH3: 999999999

[ata B3aTus obpa3ua: 06.05.2021

[Jata noctynnenusi obpasua: 08.05.2021

Bpau: 09.06.2021

[aTa neyatu pesynbTaTa: 09.06.2021
WccnepoBaHue PesynbTaT KoMMeHTapuit
CVHAPOM BpOKAEHHOM CM.KOMM. PesynbTaT npunaraetcs Ha OTAENbHOM b6naHke.
LieHTpasibHOM
runoseHTUNsAUMM PHOX2B
Y.M.

BHuMaHMe! B aneKTpOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHUE UCCIEN0BaHNS COEPXMUT CChIIKY Ha CTpaHULY canTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauua criednasincra.

M.IM. / MNMognuce Bpa4a
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Onucanue pe3yJjibTaTOB UCCJIET0OBAHUSA

MH3 999999999

®.U.0., 2017 r.p., oocnenoBancs B OO0 «Hezapucumas nadoparopuss <K MHBUTPO» ¢ nenbro
noucka MmyTtaiuu B reHe PHOX2B, npuBoasnmx Kk BO3HUKHOBEHUIO BPOXKIAEHHOTO LIEHTPAIBHOTO
TUTIOBEHTUJISIITUOHHOTO cuHApoMa (rpoduns Ne 7785).

Houonamuueckuti BDOJNCOCHHBILL  YEHMPATbHbIL — 2UNOBEHMUIAYUOHHBIL — CUHOPOM - peokoe 3abonesanue,
Xapaxmepusyioweecs HapyueHuem asmoHOMHO20 KOHMPOs ObIXAHUS 8 OMCYMCMEUU HEPEHOMBIULEUHBIX. TE20UHbIX, KAPOUOLOSULECKUX
3a601e8aHULl UNU NOPAdCEHUS. CME0NA Mo32a. [bixaHue nayueHmos HopMaibHoe 80 8pems D0OPCHBOBAHUS, HO 80 8PeMA CHA Y DONbHBIX
Haboaemcsa 2unoseHmuIAYUs (Heanyboxkoe ObIXauue ¢ HOPMAIbHOU 4acmomotl). Y naubonee masicenvix NAYUEHNMO8 2UNOBEHMUNAYUSL
HaO00aemcs Kax 80 8pemsl CHA, MAxK U 60 8peMs 60OPCMEO8AHUsA. Y maKux nayueHmos 3a00aeanue NposagIsemcs yice 8 nepsevie dcul
JCUBHU U XAPAKMEPUIYEMC A YUAHO30M U YBeIuyeHUeM YPOGHs Y2NeKUCI020 2d3d, HO Ovblearom nayueHmovl u ¢ 0Oojnee No30HelU
Manugpecmayuell 2uno8eHMUIAYUOHHO20 CUHOPOMA.

B 16% cnyuyaes y nayuenmog ¢ suno8eHmuisyuOHHbIM CUHOPOMOM OOHAPYICUBAIOMCS NPpU3HAKY Oonesnu I upwnpynea: omcymcmeue
OMXO0JHCOEHUS MEKOHUA 6 medeHue nepevix 24-48 uacoe dcusHu, Memeopusm, ygeauueHue OKPYICHOCMU dHcueoma, 60nu 6 dcugome,
cmotikue 3anopvl, peoma. MHo20a cuHOpOM 6pOICOEHHOU YEHMPATbHOU SUNOBEHMUNAYUU COYemaemcs ¢ Opyeumu 3a001e6aHusIMU
(netpobracmomol u eanenuomst). Haubonee uacmoil MonekynsapHo-eeHemuuecKol NPUYUHOU SUNOBEHMUISIYUOHHO20 CUHOPOMA SAGTISLeM Sl
IKCHAHCUS NOAUATAHUHO6020 mpakma 6 cene PHOX2B, yucino nosmopos npsamo nponopyuoHaibHo msicecmu 3a001e6aHUsL.

Peoice npuuunoii 3aboresanus 161210mca MOUKO8ble MyMmayuu 8 SMoM 2eHe.

Bsuoy mozo, umo daunoe 3abonesanue a611emcsa aymocomMHO-00MUHAHMHBIM 300071e6aHUeM C HeNOIHOU NeHeMPAHMHOCbIO, POOUMenu
00abHBIX Oemell MO2ym DblMb 6eCCUMNMOMHBIMU HOCUMENAMU 3A001e8aHUS.

Ouenb pedko MONeKYIAPHO-eeHeMUYecKol NpuduUHol 3abonesanus mo2ym ovims mymayuu 8 eenax RET, GDNF, EDN3, BDNF u ASCLI.

B oOpasne JHK oOGcienyemoro mpoBeAeHAa JIUAarHOCTUKA WAUOMATHYECKOTO CHHJIpOMA
[EHTPAJbHON BPOXKACHHON THMNOBEHTUJIALIMM, KOTOpasi OCHOBaHA Ha BBISBJICHUM HKCHAHCUU
anaHuHOBOTrO TpakTa B rene PHOX2B.

MyTanus He BbIsiBiieHa (N1=n2=20)

OHK ®.1N.0. reH PHOX2B (GCN)n

229.1 n1=n2=20

HaHHBII‘/JI pe3yabTaT HE IMOATBECPKAACT, HO HW HC HCKIIOYACT JHArdo3 HWAWOIIATHYCCKOIO
BPOXJICHHOTO HCHTPAJIBHOI'O THIIOBCHTUJIAIMOHHOTO CHUHApPOMA Yy 06cnenyeM0r0, TaK KaK IIpHu
JaHHOM 3a00J1€BaHUH BO3MOKHBI APYyruc MyTalum, HC TCCTUPYCMBI ITPpHU JTAHHOM aHaJIN3C.

Ecaiu y oOciemyeMoro HMEIOTCS THUNWUYHBIE KIMHUYECKHUE CHUMIITOMBI BBIIICYKAa3aHHOTO
3a00JieBaHUs. BO3MOXKHO TpoBejieHHWe moucka myrtanuii B reHe RET, Taxxke NpUBOAAIIUX K
nanHomy 3aboneBanuto (mpoduiabs Ne 7004MR) ITouck myTtanuii B Ipyrux reHax, OTBETCTBEHHBIX
3a pa3BuTHe 3a0osieBanus, B HacTosmee BpeMs B OO0 «He3aBucumas madoparopust
«MHBUTPO» He mpoBOaUTCH.


http://www.dnalab.ru/diseases-diagnostics/hirschsprung-disease
http://www.dnalab.ru/diseases-diagnostics/hirschsprung-disease

Ecny He TOYHOUM YBEPEHHOCTH B JIMATHO3€, HO €CTh OCHOBAHUWE MPEANOJIAraTh HaJIM4Ue KaKoro-
7100 HACIIECTBEHHOTO 3a00JIeBaHUS, TIEJIECO00PA3HO PEITUThH BOIIPOC O MPOBEICHNUN IK30MHOTO
CEKBEHUPOBAHMSI, TTO3BOJISIONIETO TPOBECTH OJTHOBPEMEHHBIA TTOMCK MYTaIliid B OOJIBIIIOM YHUCIIC
reHoB. B OO0 «HezaBucumas nadopatopuss MHBUTPO» nanHoe uccienoBaHue B HACTOSIIEE
BpEMSI HE IPOBOJAUTCA.

[Tp1 HEOOXOAUMOCTH MOTYUYSHHSI TONOTHUTENFHON HHPOPMAIINH 110 Pe3ybTaTaM 00CIIeIOBAHUS
PEKOMEHYETCsl KOHCYIbTAllUsl Bpaya-TeHETHKA.

K.Mm.H., Bpau-reHeTuk MLII. / Iloanuck Bpaua



