BPOJK/IEHHBIN HEHTPAJIBHBIN T'MITOBEHTUISIIAOHHBI CUH/IPOM
(CHHJPOM ITPOKJISITUS YHIWHBI)

Bpootcoennvrit.  yenmpanvnolii  cunogeHmunayuonnvlit  cunopom (Central congenital
hypoventilation syndrome, Ondine curse - OMIM # 209880; ORPHANET ORPHA:661) —
penkoe 3a0olieBaHWE C ayTOCOMHO-IOMHUHAHTHBIM THIIOM HACIEIOBAHUS C HEMNOJIHOM
MEHETPAaHTHOCThIO, KOTOPOE XapaKTEepU3yeTCs HapyLIEHUEM aBTOHOMHOI'O KOHTPOJS IbIXaHUS B
OTCYTCTBHH HEPBHO-MBIIIIEYHBIX 3a00JI€BAaHUM, MATONOTUU JIETKHUX, CEPAIa, a TaKKe MOPaKEHHS
CTBOJIA MO3Ta.

JlpixaHue y TalMeHTOB HOPMaJbHOE B COCTOSSHUM OOIPCTBOBAHUS, NMPU ITOM BO BpPEMs CHA Y
OOJBHBIX HAOJIOIACTCs TUTTOBESHTHIIATINA. HapylieHrne aBTOHOMHOT'O KOHTPOJIS ABIXaHUS TIPUBOIUT
K HEa/JIeKBaTHOMY BEHTWJISILIMOHHOMY OTBETY Ha THIEPKANHUIO U TUIEPKCHUMHIO. 3aboieBaHue y
TaKWX TAIMEHTOB IMPOSBISETCS YK€ B TEpBbIE Yachl JKHU3HM, XapaKTepU3yeTcs IMaHO30M U
YBEJIMYEHUEM YPOBHS YIJIEKHCIIOrO rasa.

v VYcranoBieno, uro pacnpocrpanendocts BIII'C cocraBusier 1 Ha 200000 HOBOPOXKIEHHBIX;
v' Tereposurorasie mytanuu B rene PHOX2B o6uapyxusatorcst y 90% maiieHTos;
v B HacTosuee BpeMs B Mupe onucano okono 1000 cnygaes BIII'C;

Mouieky/sipHasi reHeTHKA

PHOX?2B - nokamusyercs Ha xpomocoMme 4 B JoKyce pl2, ydacTByeT B HOPMaJIbHOM Pa3BUTHH
ABTOHOMHOW HEPBHOM CHUCTEMBI

» Myrtanuu (3KCHaHCHS MTOJIMAJTAHHHOBOTO TPAKTA — YBEIMYCHU € YHCIIa HYKIICOTHIHBIX
MOBTOPOB, KOAMPYIOIINX TOJMAIaHUH Oosee 25) - OCHOBHAS MOJICKYJISIPHO-T€HETHUECKast
npuunna BLUI'C;

» Uwucao moBTOPOB HANIPSIMYIO KOPPEITUPYET C TAKECThIO 3a00JICBaHMS,

» B OonbmmMHCTBE CliydaeM MyTaI[dH BO3HHKAOT (€ NOVO, OIHAKO OMHUCAHO HECKOJIBKO
CEMENHBIX CITy4aeB TaHHOTO 3a00JIeBaHNUS;

» Poputeny OONBHBIX AeTel MOTYT OBITh OECCHMITTOMHBIMU HOCHTEIISIMH ITPEMYTAIIUU B TeHE
PHOX2B (5-10% city4yaes)

Hopma — 20 nosTtopos

3KcnaHcua — 25 nosTopos

3KcnaHcuA — 29 NnoBTOPOB

Paznuyust MesK1y HOPpMATBbHBIM U MyTHPOBaHHBIM reHoM PHOX2B nmpu BIII'C



Croumocts yeayru — 2500 pyo.

Cpok BbINOJIHEHUS — 5 pabounx JHel

Heoboxo0umocms npoeedeHus 0aHH020 ucciedoeanue?

v’ VCTaHOBJICHHE TOYHOTO AHArHO3a
v’ Ompe/eneHus pucka HacJeICTBEHHOT0 3a00eBaH st Ik OYyIIEro moTOMCTBA — HEOThemreMast
4acTh IUTAHWPOBAHUS OEPEMEHHOCTH



	Необходимость проведения данного исследование?

