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CMHOPOM MMEPCITYHAO-I'PECBEKA
— BTOPOE W3 JPEBHEWLLWNX
AYTOCOMHO-PELECCKWBHbIX
3ABONEBAHUN YEJTOBEKA

CvHgpom WMmepcnyHa-Ipecbeka (IGS) — pegkoe
HacneacTBEHHOE ayTOCOMHO-peLeccMBHOe 3aboneBa-
HWe, xapakTepuayloLleecs AeuumTomMm BUTammHa B12,
00yCrNOBMNEHHOE CEMNEKTUBHLIM HapyLUEHUEM €ero Bca-
CblBaHWUSI B KULLIEYHUKE, COYETalOLLErocs, NPUMEPHO B
NnornoBuHe criydyaes, C YMepeHHoW npotenHypuen [1].
CwvHgpom 6bin onncad B 1960r. Onbron MimepcnyHg
(Olga Imerslund) y 4neHoB HOPBEXCKON CEMbMN 1 B TOM
Xe rogy pmHckum nccnegosatenem Panbdom Mpecbe-
kom (Ralf Grasbeck) [2, 3].

B HacTosiLee Bpemsl n3BecTHa npuyvMHa 3abone-
BaHUS 1 paclwmdpoBaH ero natoreHes. HapylweHve
BcacblBaHMA BUTaMMHa B12 B noaB3OOLLHOM KULLIKE
00yCrnoBneHo MyTaLmen B O4QHOM U3 ABYX MEHOB — Ky-
6unuHe (cubilin — CUBN) Ha 10 xpomocomMe uin aMHu-
oHrnecce (amnionless - AMN) [1]. Benku, 3akogupoBaH-
Hble CUBN 1 AMN ¢opMUpYIOT KNETOYHbIA peLlentop
cubam, koTopbIi 0OHapYyXMBaeTCA Ha aHTepouMTax B
NOAB3AOLIHON KULLKE, 3MUTENUM MPOKCUManbHbIX MO-
YeyHbIX KaHarnbLEB N Ha KIeTkax enTOYHOro MeLlka.
Cubam y4acTtByeT B cBA3bIBaHMN BUTaMuHa B12 1 pe-
abcopbunn 6enka n3 nepeBuHHOM Moun [4]. PyHKLMO-
HanbHast ponle Cubam B XeNTOYHOM MeLUKe HesicHa
[5]. K HacTosiLemMy BpeMeHU naeHTUULMPOBaHbl TPy
pasnuyHble MyTaumm reHa CUBN B (puHCKMX ceMbsx
n ase mytauum reHa AMN [6]. B Typuwuu, N3paune un
CaypnoBckori ApaBuu Gbinv BbISIBIIEHbI ABE Pa3NUYHbIX
myTaumm AMN u Tpu mytaumm CUBN [6].

pynna uccneposatenen u3 YHnsepcuteta Orario

KIMIMHUWYECKAA KAPTUHA

3aboneBaHne 06ObIMHO OMArHOCTUPYETCS B BO3-
pacTe OT HECKOSbKMX MECSILEB 0 YETbIpHAALATL NeT.
KnuHuyeckrne nposiBreHnst MoryT ObiTb Hecneundu-
yeckumn B Buae OnegHocTu, yctanoctu, gedwvuuTa
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Ha OCHOBaHMM aHanu3a POAOCIOBHbIX W CKPUHWHra
myTaumi reHoe CUBN 1 AMN npuwina K 3aknoyeHuto,
yTo nepsuyHas mytauua AMN c¢.208-2A>G npoumsoLuna
npumepHo 13 600 net Ha3ag B CesepHon MeconaTta-
MUK 1 pacnpocTpaHunack Ao Hadana nepuoga Heonu-
Ta (npnbnuantensHo 9 600 neT o Hawen apsbl) [7].

Takum ob6pasom, 3TO BTOPOE U3 APEBHENLLMX OMNK-
CaHHbIX reHeTU4eckux 3aborneBaHUIn Yernoseka nocre
MykoBucumpaosa. Bospact mytaumm CFTR deltaF508,
nexaulen B OCHOBE MyKOBUCLMOO03a, OLEHMBaeTCcs
npumepHo B 11 000 — 52 000 rner [8].

HecmoTpsi Ha To, 4TO 3aboneBaHne BnepBble ObINo
OMNUCaHO B CKaHAMHABCKUX CTpaHax ero nepBUYHbIM
apeanom sBnsetca BoctouHas Typums u CeBepHblii
Wpak. MyTauns AMN BbISIBNSIETCS C BbICOKOW YacTOTOM
B TYPELKUX, MOPAAHCKNX CEMbSIX U Y eBpeeB-cedap-
[00B, HO He allKkeHasw [7].

Mo mHeHuto Panbdga Mpecbeka pacnpocTpaHeH-
HocTb IGS coctaBnsieT meHee 6 Ha 1 000 000 Hace-
nenus [1]. B HacTosiLee Bpemsi onucaHo 27 naumeH-
ToB 13 19 cemen B GuHnaHanm (HaceneHune 5,2 MnH.
yenosek) n 19 naumeHToB B 15 cembsix B Hoperunn
(HaceneHue 4,6 mnH. Yenosek) [1]. B mupe onucaHo
6onee 300 cny4yaeBs, nNpy 3TOM OOMbLLUMHCTBO HOBbIX
cny4yaeB BbIsiBNeHO B cTpaHax CpeamseMHOro Mops.
BrnonHe BepoOATHO, YTO MPU YNyYLEHUN OUArHOCTUKM
N UCMNONb30BaHUM FEHETUYECKOrO CKPUHWMHIA pacnpo-
CTpaHeHHoCTb IGS mMoxeT okasaTbcsl Gonee BbICOKOW,
ocobeHHo B cTpaHax CpeanseMHoMopckoro baccenHa.

Macchbl Tena, 4YacTbIX PEeCnMpaToOpPHbIX U XKenyao4HO-
KMLWEYHbIX MHgekumi. lMpu obcnegoBaHUM BbISIBNS-
eTCa MakpouuTapHasi aHeMusi U MNpoTeuHypusi. He-
Bporiormyeckas CMMMTOMaTtuka BCTpPeYaeTcsa penko.
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[MogobHble cMMMTOMbI MOTYT HabntogaTbCcs Takke y
OnU3KNX pOACTBEHHMKOB. [ledhpnunTt ButammHa B12 mo-
XKeT BblTb CYOKMMHUYECKUM MpPU HOPMaribHOM YPOBHE
remornobuHa. MNMpotenHypusa npu IGS yacTo, HO He BO
BCcex cny4asx. [MpoTenHyputo Hemnb3s OTHECTU HU K TU-

NMNYHON KNyBOOYKOBOW, HM K KaHanbLEeBOW. [nnTensHoe
HabnogeHue 3a nayyeHtamu ¢ |GS He BbISBUMO HK 3a-
METHOI0 M3MEHEHUS BbIPaXXEHHOCTU NPOTENHYPUM, HU
yXyALeHnst novyevHon dyHkumm [1].

ANATHOCTUKA U ANPDPEPEHUUATIbHAA OAUWATHOCTUKA

OnarHo3 6asupyeTtca Ha BbisiBNeHun y pebeHka
MaKpoOLMTapHOW, TMNEPXPOMHON, MeranobnacTHom
aHemuu, geduumTta BuTammuHa B12 n ncknoveHna ge-
duumTa honmMeBomn KUCNoTbl NabopaTtopHbIM METOAOM.
o HacToswero Bpemenu gnarHo3 IGS ycraHasnusarn-
Cs NyTeM WCKMYEHNS ApYrux NpuynH geduumta um-
aHkobanamumHa M KIMHWUKO-reHeanormM4eckoro aHanm-
3a. Hanbonee o6wyMn npuynHamMmm passuTns BUTaAMUH
B12 pecuvumTHOM aHeMuu y OeTen SBNSATCS CTPO-
roe BereTapuvaHcTBO, HapylleHue BcacbiBaHUS (ue-
nuakns), MHBa3Ws LLUMPOKUM JEHTELOM U U3MEHEHUS
CMNM3UCTOW Xenydka, TOHKOrO KuLeYHuKa BCrneacTeve

JIEMEHUE

Tak e, Kak 1 Npu NEPHULMNO3HON aHEMUWN NaLM-
eHTbl ¢ IGS HyxgawTcsa B NOXMU3HEHHOW Tepanuu Ko-
fanamvHoM B napeHTepanbHon cdopme. P. [pacbek

NMPOIrHO3

Mpn ycnoBun npoBefeHUs 3aMeCTUTESNbHON Te-
panuy nNporHo3 GrnaronpusaTHbIA. [poaomKNTENBHOCTD
HabnogeHna 3a naumeHTaMm cocTtaBnseT 6ornee 50
net. 3a aTOT Nepuoa BpeMEHN He OOHapyXXeHO cylle-
CTBEHHbIX W3MEHEHUN MOYEYHON (PYHKUUN HECMOTPS

KIMMHWYECKOE HABJIFOOEHUE

Maument B., 1990 rp., kazax. B 2011 rogy o6-
paTuncsa K remMaTonory B CBA3W C HapacTalLlen B Te-
YyeHve Mmecsiua obuler cnabocTbio, COHNUBOCTLIO. B
OAK 6bina BbisiBrieHa runepxpomHas (MCH 36 nr),
mMakpouutapHaa (MCV 108 cn), HopmopereHepaTop-
Has (peTukynoumnTbl 8%o) aHemusa (remorrnobuH 83r/m;
aputpounTtbl 1,9x1012/n) B coyeTaHUn C yMepeHHOW
TpomboumTtoneHnen (106 x 109/n) n mM3mMeHeHUAMHU
HeNTpodUIoB (NONNUCErMeHTO3), NoBbILLEHNEM BUnn-
pybuHa go 31,8 mkmonb/n (Hopma A0 22 MKMOnb/n).
[MockonbKy y cTapluen cecTpbl NauMeHTa B Bo3pacTte 8
net Obina gnarHoctupoBaHa BuTamuH B12 gedmumnt-
Has aHeMus, Mama naumeHTa 4o NPOoBeAeHUs uccne-
OOBaHWSA KOHLEHTpaLMn BUTAMUHOB CaMOCTOSATENBHO
BBENa BHYTPMMbILWEYHO UuaHkobanamuH. YuuTbiBas
3TOT (PaKT, LUTONOrMYecKoe uccrnegoBaHne KOCTHOro
Mo3ra He NPOBOANMOChH.

YpoBeHb BUuTammnHa B12 y naumeHnTa 6bin Ha HUX-
Hel rpaHuue Hopmbl — 290 nr/mn (Hopma 191-663),
donatel — 3,5 Hr/mn (Hopma 3,1-17,5). lMpu atom y
CecTpbl, KOTOpas He nonyyana sutamuH B12 npu oT-
cytctBum nameHeHuni B OAK 6bin BbiSIBIiEH CyOKNMHK-
yeckun gepuumt ButamuHa B12 — 107,8 nr/mn.

W3 gononHutenbHbIX 0COBEHHOCTEN — Y NaumneHTa
BbIsiBNsANack cTomkasi npotemHypus ot 0,016 go 0,049

BOCManNuUTenbHbIX, aQyTOUMMYHHbIX 3abonesaHui. Han-
Bbonee cnoxHo nposecTn AuddepeHumnanscHyo ana-
rHOCTUKY C gedwmuntom BuTamuHa B12 Bcneactsue
myTaumm GIF reHa [9]. BaxHbiMn gmnarHoCcTMyeckumu
npu3HakamMm SBMASIOTCS Hanuuue criydyaeB aHanormy-
Horo 3abonesaHVsi B CEMENHOM aHaMHe3e U BbisiBre-
Hue npoTtenHypuu. MNMotepu Genka ¢ moden npu IGS He
YMEHbLLUATCA Npu Tepanum ButammHom B12 n cunta-
IOTCHA XapakTepHbIM, HO He OBnUraTHbIM CMMNTOMOM. B
CMNOXHbIX ONArHOCTUYECKUX Crnyvasx AMarHO3 MOXHO
BepumrLMpoBaTb Ha OCHOBAHWUM AAHHbLIX MOMEKYNsAp-
HO-FEHEeTNYECKOro NCCnefoBaHns.

pekoMeHAyeT BBOAUTL npenapar no 1 Mr rugpoKCuKo-
banamuHa B cyTku B TedeHue 10 gHewn, Takue Kypchbl
NOBTOPSATb exxemMecsayHo [1].

Ha NepPCUCTUPYIOLLYIO MPOTEUHYPUIO.

BeBuay pegkocTu paHHoro 3aboneBaHus npep-
CTaBMSIET UHTEPEC MPEeACTaBleHHOE HWXE KIUHUYe-
ckoe HabntogeHue.

r/n. Y nayneHTta Gbina UCKNoYeHa rmucTHas MHBasug,
aTpobmyecKknin racTpuT, CUHOPOM Manbabcopbumm.

B pesynerate Tepanuu umaHkobonamumHOM Obin
OOCTUTHYT  PETUKYNOLMTapHbIA Kpu3 (NOBbILLIEHME
YPOBHS PETUKYNOUMTOB C 7%0 00 168%0), NOBbILLIEHNE
ypoBHS TpoMboumnToB (¢ 115 0o 543 TbIC/MKIT), YPOBHSA
remornobuHa (c 83 go 111 r/n) npy CHWXeHUU cpegHe-
ro o6bema aputpoumnTos (8o 101 dn) n Hopmanumaaums
cpefHero cogepXxaHusa remornobuHa B aputpoumnte (33
nr), cHmkeHna CO3 ¢ 19 go 2 mm/yac.

[aHHbIN cnyvyan uHTepeceH TeM, 4YTO 3abonesa-
HMe OblNo AMarHOCTUPOBAHO MO3KE, YTO BO3MOXHO
CBSI3@HO C HanMuMeM aHarornMyHoro criyyasi B Cembe
N NpumMeHeHvem BuTamuHa B12. Y naumeHTta otcyT-
CTBOBanu Mpu3HakM OoTCTaBaHUsA B (PU3NYECKOM pas-
BUTMU. BTOpoe, Ha 4To BaxHO obpaTuTb BHMMaHuE —
3THMYECKasa NpUHAANEeXHoOCTb naumeHTa. B cembe no
BEpTUKanNM y nauueHTa OTCYTCTBOBAmNM BbIXOALbl U3
CTpaH BOCTOYHOro cpeausemHomopbs. IGS asnsetca
3aboneBaHveM AN KOTOPOro He yCTaHOBMEHa YeTkas
CBSI3b C HAUMOHANbHOCTBIO U HEeOBXoauMbI AanbHen-
lMe MCcCrnefoBaHUsA pPacrnpoCTPaHEHHOCTM MyTauumm
reHoB CUBN n AMN B pasnuyHbIx nonynsaumsx.

HAYYHO-TNPAKTUYECKNA MELAVLMHCKUN XKYPHAT
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