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Cemeitnas gusasroHomusa (CII) (OMIM 223900) siBisgeTca TAMKEIBIM ayTOCOMHO-PEIeCCUBHBIM 3200-
JIieBaHMEeM M3 IPyIINbl CEHCOPHBIX U AaBTOHOMHBIX Hei'[por[a'rnﬁ M BCTpevaeTCAa UCKRJIYUTEJIBbHO Cpeaun
amKeHa3cKux espees. B coorBercBum ¢ yacroroit myrantHoro reia (IKBKAP) B Poccuu cerogusa mpo-
sKMBarOT MUHUMYM 162 yenoBeka ¢ 3Tum 3ab6osieBanneM. IlopaskeHue HEPBHBIX KJIETOK BereTaTUBHOM
HEPBHOMH CHCTEMBbI IPUBOINUT K HAPyIIeHNI0 (QYHKIUI, KOHTPOJNPYEeMBbIX 9T0M cucremoii. C/I aBiasiercs
daranxsabIM 3a601eBaHuEM, U TOJLKO 50% 00abHBIX mocTUTaOT Bo3pacTa 30 mer. OmHaKO CBOeBpeMeH-
Hasg TUArHOCTHUKA 3a00JIeBaHUA MOJKET 00JIETYUTH CTPaJaHue 0OJBHBIX, 4 TAKKE YMEHbIIUTH CBSI3aH-
HBII C 3THM CTPeCcC UX CeMeil.

EAMATPUU

Kniouesvte cnosa: cemeiinas 6u3a6mouomuﬂ, CeHCOpHAaA Heaponamuﬂ, a8NMOHOMHAA Heuponamuﬂ.

Familial dysautonomia (FD) (OMIM 223900) is a severe autosomal recessive disease from the group
of sensory and autonomic neuropathies and is found exclusively among Ashkenazi Jews. According
to the frequency of the mutations in the IKBK AP gene in Russia, today there are at least 162 people
living with the disease. The defeat of the nerve cells of the vegetative nervous system leads to a
dysfunction in this system. FD is a fatal disease with only 50% of patients reaching the age of 30
years old. However, timely diagnosis of the disease can ease the suffering of patients and reduce the

associated stress of their families.

Cemeiinaa qusaBronomus (CI1) (OMIM 223900)
SABJIAETCS TAMKEJIBIM ayTOCOMHO-PEIeCCUBHBIM 3a00-
JIeBAHWEM ¥ BCTPEUYAETCA WCKJIIOUUTENHHO CPenu
aIllKeHa3CKUX eBpeeB. [[narnos craBUTCA Ha OCHO-
BaHUU TUIMHUYHON KJIMHUUYECKON KapTUHBI (TPYAHO-
CTHU BCKapMJIMBaHHNA, PBOTA, aCIIMPAIIMOHHAA ITHEB-
MOHUSA, Pe3KNe M3MeHeHUd apTepUaIbHOTO IaB-
aeraus — AJl, MbpIllieuHas TUIOTOHUS, OTCYTCTBUE
HOPMAaJIbHOTO CJIE300TAEJEeHNA) U TeHEeTUYECKOTO
ananausa, Boamo:kHOoro ¢ 2001 r. CII oTHOCUTCA K
rpynmne HacCJeACTBEHHBIX CEHCOPHBIX W AaBTOHOM-
voIxX Helponatuii (HSNAIIT) 1 usBecTHA TaKKe IO
HasBanueMm cuHApoma Riley—Day. CII ObLia BIep-
Bble onricaHa Riley u coast. B 1949 r. [1]. Onu Buep-
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Bble OTMETHJIM YMEHbLIIEHNE CJIE300THeIEHIS KaK
OJVH M3 CUMIITOMOB 3a0oseBauud. B 1963 r. Smith
u Dancis onmucaju ABa JOIOJHUTEJIbHBIX CUMIITOMA
OTCYTCTBHE DPEAKIIMH aKCOHOB HA BHYTPUKOYKHOE
BBeJleHNEe TrMCTaMHHa WM OTCYTCTBUE I‘pI/I60BI/II[HI:IX
COCOUYKOB Ha A3bIKe [2, 3].

Yacrora myranmuu npu CI Bappupyer ot 1:17
(cpenu eBpeeB-BeIXOANEB u3 Ilompmiu) mo 1:32,
yacrora 3abosieBaHusa coctaBiadeT 1:3703 poxkge-
HUH anrkeHascKux espees [4, 5]. B Poccuu ceromusa
IIPOXKMBAET OKOJIO 1 MJIH alllKeHa3CKUX €BPeeB, W,
BO3MOKHO, uTo ¢ 1990 r. poguaucs 600 000 meteii.
Mg1 He 3HaeM, CKOJMbKO 6GosbHBIX CIl ecTh cpeau
HHUX, HO, OCHOBBEIBAsICh HA IIPUBEOECHHBIX MJaHHBIX,
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MOJKHO TIpeAIojarath, uTo B Poccuu ceromHs mpo-
SKMBAOT MUHUMYM 162 uesnoBeka ¢ sTuM 3aboJie-
BaHUEeM. BO3MOKHO, UTO UYMCJIO TAKUX OOJbHBIX
HECKOJbKO HIKe 13-3a CMEeIIaHHbIX OPaKkoB. ¥ 3Ha-
YUTeJbHOI uacTu 3TuX 00abHBIX CII, BO3MOIKHO, He
IMarHOCTUPOBAHA, UJIU IIOCTABJIEH JUATHO3 IPYTOTo
s3aboaeBanus. C 1990 r. nuaruos CJI 651 mocTaBaeH
5 mmmurpauTam u3 Poccuu mocisie X MPUOLITUSA B
Wspauas. Emte y 2 6pathbeB, ymepinux B Poccuu,
IUarHO3 ObL YCTAHOBJIEH IIOCMEPTHO, PETPOCIEK-
THUBHO.

I'enemuxa. B 1993 r. 611 06Hapy:keH reH CII
Ha AJUHHOM I1Ieue xpomocoMbl 9 (9q31) u umenTu-
dunupoBan Kak IKBKAP (MHrubutop sHXaHcepa
reHa JIETKOU Ilenu Kamma-60esnka B-kierox) [OMIM
603722][6]. Bosee 99,5% 6OMBHBIX UMEIOT OLMHA-
KOBYIO MYyTaIWi0, MPUBOAANIYIO K nenenuu 20-ro
UHTpoHa B uHGpopMamuoHHOW MarpuuHoii PHEK
(mRNA). 9Ta myranus He BHI3bIBAeT IIOJHOH MHAK-
TuBanuu reHa. CyllecTByeT pasjuvyHas CTeleHb
SKCIpPecCHy TIeHa B PAa3JUYHBIX TKaHaX. [pyras
MUHOPHaA MyTamnus, R696P, Onlia obHapy:keHa y
ocranbHbIX 0,5% mnanuentoB. C OTKPBITHEM TeHA
CIl B HeCKOJMbKUX OoJbHUIIAX M3panasa ObLIU BBe-
JIeHbI IPOrpaMMbI TeHEeTUUECKOT0 CKPUHHUHTA TTOIY-
JAIMUU C IeJbI0 BbIABJIeHUs Hocurtesneit rena CII.
leHeTnueckas KOHCYJbTallUuA IIPEJJaraeTcsa BCEM
cembaMm c¢ CIl um aBasercsa OecliaTHON B paMKax
TOCYJapCTBEHHOTO CTPAXOBAHUSA 3[0POBbA.

Cumnmomst. IlopakeHue HEPBHBIX KJIETOK
BereTaTUBHOI HePBHOM CHUCTEMBI IPUBOIUT K HAPY-
MIeHNI0 (PYHKIINUI, KOHTPOJIUPYEMBIX JTOH CHCTe-
moii. IlepBble CHMOTOMBI ITOABJIAITCA B MJAJIEH-
YecTBe M BKJIIOUAIOT TPYAHOCTY BCKAPMJINBAHUSI,
3aJIepP;KKy POCTa, MBIMIEUHYIO THUIIOTOHUIO, OTCYT-
CTBUE CJIe3, YacThle JIeTOUHble MH(MEKIIUU U TIPO-
0J1eMBI PEeryJIAIUY TEMIIEPaTyphl Tesa. B Bospacte
HECKOJIbKUX MECAIeB MOTYT MOSBUTHCS IJIUTEIb-
HbIe amHo0d, NPUBOAAINME K IuaHo3y. [IpHUCTyIIbI
3a7eP’KKU NbIXaHUA 00BIYHO IPEKPAIIAIOTCA K BO3-
pacty 6 sieT. Y MOAPOCTKOB U B3POCJIBIX YACTO Pas-
BUBAETCS XPOHUUECKOoe 3a00JieBaHE JIETKUX M3-3a
HapyIIeHud TJOTaHUA, NOBTOPHOTO pedJioKca
MUY 13 JKeJyAKa B IUIEeBOI 1 MOBTOPHBIX JIETOU-
HBIX acmmpanuii. PasBuTre cKoJM03a yCyryOJsdeT
mpo0seMbl ABIXaHUA OJiarofaps PEeCTPUKTUBHOMY
KoMmoHeHTy. HalironaoTcs Takue ABJIEHUS, Kak
9HYpe3, MOBTOPHbIE PBOTHI, MTOHUKEHHAS UYBCTBU-
TeJLHOCTb K 0OJIM U K M3MEHEHUAM TeMIIepaTyphl,
CKOJINO03, HAPYIIIeHUA PABHOBECUA U KOOPIUHAIIUN.
IToBhITIIeHHAA XPYITKOCTh KOCTHOI TKAHU IIPUBOIUT
K TIOBBIIIIEHHOMY PUCKY IePeJIOMOB.

MoskeT HaOMIODATBCA OPTOCTATUYECKAS T'UIIOTO-

HUS C TOJIOBOKPYKeHHeM 1 o0MopoKamu. Bo Bpems
HEPBHOIO BO30YIKIEHHSA WJM BO BpeMs IIPUCTYIIA
pBoTEI AJl MOXKeT CUJIBHO IMOBBICUThC. MoryT Hao-
JIONAThCA HAPYIIeHUa (PYHKINHU MOUeK U cepra.

VYV oTAeNbHBIX IAIIEHTOB OTMEUAETCS OTCTABA-
HIe B Pa3BUTUH, ¢ 00Jiee MO3THIM HAYATIOM XOIbOBI
u peun. IIpumepHo y 1/; mamueHTOB OTMeEUAOTCA
mpobyieMbl ¢ OOyUeHHEeM W3-3a HeCIIOCOOHOCTU K
IJIATEJIbHON KOHIIEHTPAIIY BHUIMAHUS, M OHU HY K-
IaioTcs B CIenuaJbHOM momoiu B mikosie. C Bo3-
pacToM pasBUBAIOTCA ATPOPUA 3PUTEIbHBIX HEPBOB
¥ yXyIIIeHre 3peHnsi. B3pocible HalueHTsl MOTYT
CTPajaTh OT HAPYINEHUS PABHOBECUS W HYKIAIOT-
cA B IOAAEPKMBAIOIIUX IIPUCIOCOOJEHUSAX IMIPU
xXoan0e.

OgHUM W3 OTJIUYUTENbHBIX mpusuaxkoB CJlI aB-
JISIOTCSA TAaK Ha3bIBaeMble KPU3bI B OTBET HA CTPECC
pasHoTO MpouCcXoKAeHuA. Takue Kpu3bl BKIIOUYAIOT
PBOTY, TAaXUKaPAUIO, H0BLIIIeHe All, IIOBLIIIIEHHOE
IIOTOOT/eJIeHNe, CJHIOHOTeUEeHNEe, HepPaBHOMEPHYIO
OKPACKY KOJKU 1 HeraTHUBHBIE DMOIIUH.

Jeuenue GombHBIX CII cuMITOMATHUYECKOE U
BKJIIOUAET MepPBI II0 aJeKBATHOMY KOPMJIEHUIO U
IpemoTBpaIeHnio pedJoKkca ¢ IOMOIILIO0 IpUeMa
MMUIK, JIEKAPCTBEHHBIX IIPEIIapaToB, a TaKiKe IpU
IIOMOIIY TACTPOCTOMUM U (DYHIYILINKAIIUY KeJIy /-
Ka. g JeueHUsA W TPeAOTBPAIeHUS OPTOCTATH-
YECKO! TUIIOTOHUN PEKOMEHIYIOTCS IIPUCEIaHU,
HAKJIOHBI, HABJIEHUA HA YKUBOT, YIPAKHEHUSA IJI
HOT', HOIIIEHNE 3JIACTUYHLIX HOCKOB. B ciayuae Opa-
IUAPUTMHUN MOJYKET IOHALOOUTHLCI MMILIAHTALMS
VCKYCCTBEHHOT'O BOAUTEJNSA PUTMA. PeryiaspHoe
IIpUMeHeHNe IVIa3HbIX KalleJIb IIOHMMKAEeT PUCK HU3'b-
sI3BJI€HUA POTOoBUIbI. HEKOTOPHIM 0OJIBHBIM HEO00-
XOAUMO OIIepAaTUBHOE JieueHUe CKOJIM03a, TaK Kak
CKOJIMO03 IIPUBOAUT K YXYAIIEHNUIO JIeTOUHON BEeHTH-
ganun. PeryiaspHas AbIXaTeJbHas (PU3UOTEePAINs
¥ YIPAKHEHUs AJIsI IPEeIOTBPAIeHNS KOHTPAKTYP
CyCTaBOB HEOOXOMMMBI BceM O0JIbHBIM. [Ipu JI00BIX
OIepaTUBHBIX BMeIIIaTeJIbCTBaX HE00X0MO 0c000e
BHUMAaHNE K aJeKBaTHON ImapaTalin.

CJl aBasercsa (aTaabHBIM 3a0oJieBaHUEM, U
ToabKO 50% OGOJBHBIX HOCTUTAIOT Bo3dpacTta 30 jeT.
OmgHaxko cBoeBpeMeHHAasA JUarHOCTHUKA 3a00JieBaHUsA
MOXKeT OOJIEerYWTh CTPajaHue OOJILHBIX, a TaKyKe
YMEHBIIIUTL CBA3AHHBIA C 3THUM CTPECC UX POIUTE-
Jeli U ceMei.

OueBugHo, uTo B M3pamae momospenue Ha CJII
BO3HUKAET y IMeNaTPOB Uallle, IOCKOJbKY 9T0 3a60-
JIeBaHMe BCTPeUaeTcs 3HAUNUTEJbLHO Jalne. Hecmor-
P Ha PeIKOCThb 9TOTO 3a00JeBaHUA, MBI HaJeeMcs,
YTO MAaHHBI KpaTKuil 0030p IIOMOKET BpayaM B
BblaBJeHUU u nuaraoctuke CII B Poccum.
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