BPOKJIEHHBIN IIEHTPAJIBHBINA THIOBEHTUJIAIITMOHHBIA CUHIPOM
(CUHAPOM ITPOKRJIAATHU YHIAUHBI)

Bpoowcoennviit  yenmpanonvlii  cunogenmunayuonnviii.  cunopom (Central congenital
hypoventilation syndrome, Ondine curse - OMIM # 209880; ORPHANET ORPHA:661) —
pEAKOC 3a0ojieBaHUE C ayTOCOMHO-AOMUHAHTHBIM THUIIOM HACJICOOBAaHHA C HENOJHOH
MNEHETPAHTHOCTBIO, KOTOPOC XapaKTCPHUI3YCTCA HAPYHICHHEM ABTOHOMHOI'O KOHTPOJISA AbIXaHHS B
OTCYTCTBHH HEPBHO-MBIIICYHBIX 3860J’ICB8.HI/II>1, IIaToJIOruM JIETKUX, CEpala, a TaKXKE IMOPaKCHUA
CTBOJIa MO3T4a.

JlpixaHue y MAlMEeHTOB HOPMAIbHOE B COCTOSIHUM OOJPCTBOBAHMS, IIPU 3TOM BO BpPEMS CHA Y
00JbHBIX HaOIrO/aeTCsi THIOBEHTHIAIMS. Hapylienue aBTOHOMHOTO KOHTPOJIS ABIXaHUS TIPUBOIUT
K HCAJICKBATHOMY BCHTUJIAIIMOHHOMY OTBCTY Ha THIICPKAITHHUIO W THIICPKCUMMHIO. 3360H€BaHI/Ie y
TAKUX IMAOUCHTOB IIPOABIISICTCA YKE B IICPBBIC YaChbl KH3HH, XAPAKTCPUIYCTCA HHUAHO30M U
YBCIIMUCHUCM YPOBHS YIVICKHUCIIOIO I'a3a.

v VcranosieHo, uro pacrnpocrpanedHocts BIII'C cocrasnsier 1 Ha 200000 HOBOPOXKICHHBIX;
v' T'ereposurorHbie mytanuu B reie PHOX2B o6Hapyxusatotcs y 90% manueHTos;
v B Hacrosiuee BpeMs B Mupe onucano oxkoso 1000 ciyuaes BIII'C;

MouJiekyisipHasi reHeTHKA

PHOX2B - nokanu3zyercs Ha XxpoMocoMme 4 B Jlokyce pl2, ydacTByeT B HOpMaJIbHOM pa3BUTHH
ABTOHOMHOW HEPBHOU CUCTEMBI

» Myranuu (3KCIIaHCHS TTOJIMATAHUHOBOTO TPAKTa — YBEJIMYCHUE YNCIIa HYKICOTHIHBIX
MOBTOPOB, KOJAMPYIOLIUX MOJIHATaHUH OoJiee 25) - OCHOBHAs MOJIEKYJISIPHO-TeHETHYeCKast
npuunHa BII'C,;

» Uucio moBTOPOB HAIPSIMYIO KOPPEITUPYET C TSHKECTHIO 3a00JICBaHNS;

» B 0ONBbIIMHCTBE CIyYaeM MYyTallMd BO3HHUKAIOT de NOVO, 0THAKO OMUCAHO HECKOJIBKO
CEMENHBIX CIIy4aeB JaHHOTO 3a00JIeBaHMS;

» Pomutenu OONBHBIX JIETEH MOTYT OBITh 0ECCUMITOMHBIME HOCUTEIISIMHA TTPEMYTAIHH B TeHE
PHOX2B (5-10% cnyuaeB)

Hopma — 20 nosTopoB

9KcnaHcuAa — 25 noBTOpPOB

dKcnaHcnA — 29 NoBTOPOB

Pa3znuuns Me:kay HOpMaIbHBIM U MYTHUPOBaHHBIM reHoM PHOX2B npu BLI'C

Cpok BbINOJIHEHUSA aHAJIN3A — S pado4ux aHel



