2008_ VSP_OSN_5.gxd 22.10.2008 14:46

Page 71 Jap

0630p nNuTepartypbl

KoHTaKTHas uHpopmaums:

HypKroBa Hatanbs BsayecnaBoBHa,
KaHAMAAT MEAULMHCKUX HayK,
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nabopaTopuu MeEMBPaHONOrUK ¢ rpynnown
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H.B. XypkoBa, 0.6. KoHgaKkoBa, T.B. BywyeBa, E.ll. PbioakoBa, T.3. BopoBuK

HayyHbiM LeHTp 3aopoBbs geter PAMH, MockBa

KnuHuka, aunddPepeHumanbHad
AWarHOCTUKa U iedyeHue
rajlakto3seMuu y feTeu

AHAJIU3UPYIOTCA JAHHBLIE O PA3/IMYHLIX ®OPMAX HAC/EACTBEHHOWM FAJIAKTO3EMWUK, UX KITMHUKO-EMOXUMU-
HECKAA XAPAKTEPUCTUKA, MONEKYNAPHO-TEHETMHECKWUE ACTMEKTbLI JMATHOCTUKK 3ABOJIEBAHUA. COOEPHATCA
CBEAEHWS O ANDDEPEHUMANBHOM AMATHOCTUKE U NMPOBJIEMAX NMPU MPOBEAEHWUW CKPUHWUHIA HA HACNEACT-
BEHHYIO FAJTAKTO3EMUIO B POCCUMN.

K/TIOYEBbBIE C/TOBA: IETU, TAJIAKTO3EMUA, NEYEHUE, CKPUHUHI.

[anakTo3emMus OTHOCUTCA K HacneACTBEHHbIM 60JIe3HSIM O0OMeHa YrieBo/oB,
CBfi3aHHbIM C HapylleHueM meTabonn3Ma ranakTo3bl BCneacTBUE HedocTa-
TOYHOCTU Tpex GepMeHTOB: ranakTo3o-1-docdaTtypuanntpachepassl (rasakro-
3emua | TMna), ranaktokuMHasbl (ranakrosemus Il tuna) u ypuamHandocdar-
rafiakto3o-4-anumupasbl (ranakrozemusa Il tmna) (cm. puc.). B pesynbtate
HeOCTaTO4HOCTH YKa3aHHbIX PepMEHTOB B OpraHM3me HaKaniMBaloTCcs ranakx-
TO3a M ee MeTaboNnThl (ranakTto30-1-docdart, ranakToTMon u ap.), KOTopble OKa-
3bIBaOT TOKCMYECKOE BO3ENCTBME Ha TKaHM FOJIOBHOIO MO3ra, NeYeHu, noYeK.
Pa3BuTue KatapaKTbl Npu AaHHOM 3a60/1eBaHUMU CBA3aHO C HaKOMJEHWEM ra-
naktutona. Pagom uccnegoBatenei nokasaHo, YTo CnecTBMEM TOKCUYECKOro
BO3JENCTBUA METabOoNUTOB ranakto3bl ABASETCA CHUMeHWe 6aKTepuuUaHOM
aKTUBHOCTU NIENKOLMTOB, YBENNYMBAlOLLEE PUCK BO3HUKHOBEHUA cencuca [1].
Kpome Toro, NoCTOSAHHbIN 3HAOMEHHbIN CUHTE3 ranakTo3bl U HaKoMNAeHWe ranakx-
T0o30-1-pocdarta npu ranakrtozemuu | TMNa NPUBOAMT K ayTOMHTOKCUKaLUK
60NbHOMO U ABASETCA NPUYNHON HEIDPEKTUBHOCTH AUETHI (CM. puc.) [2—4].

Knaccuuyeckas ranakrosemus. lanakrosemus | Tuna

(HepgocTaTo4YHOCTb ranakto3so-1-docharypuauntpaHcoepasnbl)

BnepBble 310 3a6oneBaHue onucaHo A. Reus B 1908 r. bonee noapobHas
XapaKTepUCTUKa KNacCMYeCKOoW ranaktosemuun aaHa B 1935 r. H. Manson u
M. Turner [1, 5]. Knaccuyeckas ranakrosemus aBnsetcs Hambonee pacnpocT-
paHeHHbIM cpean 3aboneBaHui, CBA3aHHbIX C HapylweHneM oO6MeHa ranakro-
3bl. YacToTa ee BCTpevyaeMocTn B nonynasaumm Konebnetca or 1:14 400 B
Mpnananm go 1:146 000 — B LLBeumun; cpeaHasa YacToTa 3aboneBaHMs cocTaB-
naet 1 cnyvyan Ha 30 TbiC. HOBOPOXKAEHHbIX [1] . TN HacnegoBaHUA — ayTOCOM-
HO-PEeLEeCCUBHbIN.
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Puc. Cxema meTtabon1M3mMa ranakto3bl B OpraHn3me 4yenoBeKka

| JNakTtoza |->| [anakTo3a |—> AnbhopeayKkTasa lanakToTnon

lanakToknHa3sa

| [anakTo30-1-dpocdar |

lanakto30-1-pocoatypuannipaHcpepasa

| YOd-ranakTosa |

Y/i®-ranakto3o-4-anumupasa

| YO®-rnioKko3a |

Y/A®-rnoKko30-nupopoceatpopniasa

| MioKo3o-1-docdar |

3a6oneBaHne MaHUdeCTUPYeT 4epe3 HECKONbKO CYTOK
(MHorga 4yacoB) nocne 1-ro KopmaeHus pebeHKa MaTepuH-
CKMM MOJIOKOM MM MOJIOYHOM CMEeCbld — MOSIBASOTCS
pBOTa, AMapes, Xentyxa, renatomeranus, AUCOYHKLMUEN
neyeHun. Bckope npucoeanHaeTcs HEBPOIOrMyYecKas CUMN-
TOMaTWKa (CyAOPOMKHbIA CUHAPOM, MblleYHAs TMMOTOHUS,
nporpeccupyoLLas 3agepxKa NCMXoMOTOPHOI0 Pa3BUTUS).
Mpu npoBeaeHWM MarHUTO-pPe30HaHCHOM ToMorpadun Bbl-
ABNAOT KOPKO-MOAKOPKOBYIO aTpoduio, aTpoduio MO3Keu-
Ka, HapylleHne M1ennHn3aLmn. 3aTeM pa3BMBaOTCs rMno-
Tpodusa, NoYevHO-TyGyNsipHaa AMCOYHKLMS, NpUBOAALLAN K
rMnepxJiopeMmnyeckomMy aLmnaosy v CUHAPOMY TOKCUYECKOM
noyku. Katapakrta nosiBnsetcsd, Kak npaBuno, Ha 3—5-i
Hell }KM3HW, CHavana — B BU/E TOYEUHbIX MOPaXKEHUM Xpy-
cTanvka. B TepmuHanbHOM cTaguu HabnogaeTcs acuuT.
CMmepTb HacTynaeT B HeoHaTallbHbIV NePUo] Ha pOHe TaxKe-
N0 NeYeHOYHOW HeJoCTaTO4YHOCTH, Cencuca, BbI3BaHHOIO
E. coli, Taxenoro nopaxeHunsa LIHC. MNpn cBOEBPEMEHHOM
Ha3HavyeHun 6e3ranakTo3Hon/6e31aKTO3HOW AneTbl Npo-
rHO3 60see 6naronpuAaTHbIM. ONMCaHO TaKKe MasoCUMM-
TOMHOE TeYeHUue ranakrolemuu (BapuaHT [yapTe).
BUoxMMUYecKMe M3MeHeHUs Npu ranaktolemuuu | Tuna
CBSi3aHbl C HAKOMIEHWEM B KPOBM ranaKkTo3bl, ranakroso-
1-pocdaTa M UX TOKCUYecKum agenctemem [1-3]. Y 605b-
HbIX BbISIBNSIOTCS TMMOMMUMKEMUS, MeTaboNM4YecKui (runep-
X/10pEMUYECKMI) aUMA03, rMneponnmpybnHemusi, NoBbILEHNE
KOHLIEHTPaLMM NeYeHOUYHbIX TPaHCaMWHa3, Pe3KOe yBeNU-
YeHune coaeprKaHue ranakTo3bl M ranakto3o-1l-docdarta B
KPOBW M MoYe, runepaMmMHoaLnaypms.

OCHOBHbIMW MeTOAAaMKW ANArHOCTUKKM ranakto3emuu | Tuna
ABNAOTCS onpefeneHne ranakTo3bl U ranaktoos-1-pocoa-
Ta B KPOBMW U U3MEpPEHUe aKTUBHOCTU ranakrtos3o-1-docda-
TypuamntTpaHcdepasbl B aputpoumntax. OagHaKo npu Apyrux
TSXKeNblX 3a60/eBaHNaX NeYeHn TaKKe BO3MOXHO yBen-
YeHWe KOHLIEHTPaALMM ranakTo3bl KPOBKU. IH3UMOAMArHoC-
TUKa (onpeaeneHne akTUBHOCTU KiOYeBOro ¢epmMeHTa)
aBnseTca 6osiee TOYHbIM U cneundUyHbLIM METOAOM.
MoneKynapHo-reHeTUYecKas [AMarHocTMKa — Haubonee
HadeXHbl MeToA NOATBEPKAEHUS AaHHOro 3a60eBaHUs.
l[eH ranakTo3o-1-docdatypuanntpaHcdepasbl (GALT) Kap-
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TMpoBaH Ha xpomocome 9pl3. B HacToswee BpemMs onuca-
Ho 60siee 180 pasnunyHbix MyTaumi B reHe GALT. Hanbonee
4yacTo B eBponenckon nonynsumm sectpedatotes Q188R u
K285N, KoTopble 06yCNOBAMBAIOT Pa3BUTUE KINACCUYECKON
ranakto3emuun y 70% nauueHnToB [1, 6, 7]. B nonynauuu
eBpeeB-allkeHa3n Haubosiee pacrnpocTpaHeHa feneuus
NPOTSKEHHOCTbIO 5 N.0. (Nap ocHOBaHWKN) B reHe GALT, y
adpoamMepuKaHLEeB YacTo BcTpeyaeTcs S135L [1]. B aaH-
HOM reHe MoryT 6biTb OGHAPYKEHbI U APYrUe HYKNeoTUHbIe
3aMeHbl, KOTOpble MOTYT BIUATb Ha aKTUBHOCTb PepMEHTa,
He NpMBOASA B 6OJbLUMHCTBE CNy4aeB K pa3BuTUio 3abosie-
BaHua. Hanbonee n3yyeHHOW MyTauuen LaHHOW rpynnbl
ansetcas N324D, xapaktepHasa ana BapuaHTa [yapre.
Hannyne yKazaHHOW MyTauuu NMPUBOAUT K CHUMKEHUIO aK-
TMBHOCTW depMeHTa (B TOMO3UIOTHOM COCTOsiHMM A0 50%
OT HOPMbI, B FETEPO3UTOTHOM C HOPMasbHbIM annenem —
[0 76%) 6e3 KIAWHWYECKUX MNPOSIBAEHUI 3aboneBaHus.
CoyeTtaHue atoro annensa ¢ Q188R (Q188R\ N324D) Bbi3bl-
BaeT CHUXXEeHWEe aKTUBHOCTU depMeHTa Ao 25% OT HOPMbI U1
06YC/IOBNMBAET KINMHUYECKU ManoOCUMNTOMHYIO dopmy
3aboneBaHus. MNoBbIlLEHNE aKTUBHOCTU ranakro3o-1-doc-
daTypuamnTpaHcdepasbl BCTpeyaeTca npu Halan4ymm reHo-
TMna L218L\N324D, BapuaHT Jloc-AHxenec nnu [dyapte 1
[2, 4].

[na noucka peakux Mytauui B reHe GALT nposoauTcs non-
HOe MOJIEKYNIIPHO-TEHETUYECKOE 06CNefoBaHMe METOLOM
NPAMOro CEKBEHWPOBAHUA reHa.

lfanakrozemus Il TMNa (HeAOCTaTOYHOCTb rajlaKTOKUHA3bI)
3a6oneBaHue onucaHo B 1965 r. E. Beutler. HactoTta aTtow
dopMbl ranaktozemmn coctasnset 1:50 000 — 1:100 000
[1, 4]. Tun HacnegoBaHWA — ayTOCOMHO-PELLECCUBHbIN.
OCHOBHbIM KIMHUYECKUM NPOsiBNEeHUeM 3aboneBaHus aB-
NFeTcs KaTapaKkTta, pa3BuBalolascs BCAeACTBME HaKone-
HUS U36bITKA ranakTutona B XpycTajauKe, YTO NPUBOAUT K
HapyLIEHUIO BBOAHO-3IEKTPONUTHOIO 6anaHca B ero CTpyK-
Type. Bo3MOXHbI HEKOTOPOE OTCTaBaHWe pebeHKa B GU3n-
YeCKOM pa3BUTUM, AUCMENCUYECKUE PACCTPONCTBA; B M-
HUYHbIX Cly4YasXx OMMCaHbl HapyLleHUs NCUXOMOTOPHOIO U
peyeBOro pa3suTus, nosefeHus [1, 8].

BuoxvMmunyeckne MamMeHeHuns B BUAE YBENMYEHUS codepKa-
HWS ranakTo3bl B KPOBU U MOYE BbISIBNSIOTCSA MOCNE KOPM-
NIeHUs AeTei MONOKOM B NepBbI€ AHU UMW HEeAENN XKU3HU.
OCHOBHbIMY MeTOAaMU NOATBEPKAEHMS AMarHo3a ABASIOT-
csl onpeaeneHne akTMBHOCTU ranakKTOKMHa3bl B 3pUTPOLLU-
Tax nepudepruyecKon KpoBu, MOJSIEKYNIAPHO-TEHETUYECKad
aunarHoctuka [1].

leH ranakTtokmHasbl (GALK) kapTupoBaH Ha 17g24. B Boc-
ToyHOM EBpone onucaHa Yactas mytauma P28T, BbiiBAeH-
Has y 60nblWKMHCTBA 60JIbHBIX rafiakTto3demuen Il Tuna B ro-
MO3UIOTHOM COCTOsIHUK [9, 10].

fanakrosemus lll TMNa (HegocTaTOYHOCTDL
ypuauHagudochartranakroso-4-anuMmupasbl)
3aboneBaHue Bnepsble onucaHo Kalclar B 1965 r., BcTpe-
yaeTcs ¢ yactoton oT 1:23000 (B AnoHun) ao 1:64800
(8 CLUA) [1, 11]. Tun HacnegoBaHWs — ayTOCOMHO-peLiec-
CUBHbIN.

BblaenstoTt 2 KAnHM4Yeckne Gopmbl JaHHOro 3aboneBaHus:
reHepanuM3oBaHHYlD U AOOpPOKa4yeCcTBEHHYO. [eHepa/in3o-
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BaHHas popma NPoABISETCSH Yepes3 HECKO/IbKO AHEW nocsne
KOPM/IEHUSA MOJIOKOM WM MOJIOYHOW CMecblo. Y pebeHKa
NosIBNAIOTCA PBOTA, AWapesd, XenTyxa, renatomeranuns c
npu3Hakamu AuchyHKLKMKM nevyeHn. PassBuBatotca rmnoTpo-
1A, MbllleyHas TUNOTOHUSA, MPOrpeccupyeT 3ajeprka
NCUXOMOTOPHOIo U GU3NYECKOro pa3BuTUS. Briocneactamm
OTMeYaloTCHd YMCTBEHHAs OTCTanoCTb, HEMPOCEHCOpHad
rnyxota. [1pn oTCyTCTBUU IeHEeHUSA BO3HUKAET TAxenas ne-
YeHo4YHass HefoCTaTOYHOCTb, MPUBOAALAEA K JeTajlbHOMY
ncxoay. Y 60nbHbIX ¢ reHepanu3oBaHHON GopMon ranak-
To3emuu Il TMNa BbISBASIOTCA FTMOOMUKEMUS, TMNepounun-
py6uHemMus, yBeNIMYEHUE KOHUEHTpaLUKU MNeyeHOUHbIX
TpaHCaMWHasz, MoBbIWEHUE YPOBHA ranakto3bl U ranakro-
30-1-dbocdara B KpoBU. B Mmoye 06Hapyu1BatoTca runepra-
JlaKTO3ypus, runepamumHoaumaypua c npeobnajaHuem
TUPO3MHa U METUOHMHA.

JlobpoKayecTBeHHasi ¢opma (ManoCMMNTOMHas) XxapaKTe-
pusyetca gebuuutoMm ypuanHamdocodatTranakro3o-4-anu-
MUpasbl TOMbKO B UUPKYJIUPYIOLWKNX KIETKax KPOBMW.
YKasaHHOe 3a60/1eBaH1e BbISBAAETCA NPU HEOHATalbHOM
CKPUHUHTE B CBA3W C MOBbILWIEHWEM COAEPKAHUA ranaKTo-
30-1-pocdata B KpoBu. [lobpoKayecTBeHHas dopma LWun-
POKO pacrnpocTpaHeHa B AnoHuu [11].

MeTogamu NoATBEPXKAEHWA AnarHo3a 3aboneBaHUs BNSI0T-
cs: onpegeneHune ypuamHandbocdartranaktoso-4-anummupassl
B 3puUTpoLMTax nepudepruyecKkon KPoBKU U MOJSIEKYNSPHO-Te-
HeTu4eckas AauarHocTuka [1, 12]. TeH ypuanHamudocdaTtra-
JlaKT030-4-3numMnpasbl(GALE) kaptupoBaH Ha 1p36-335.
MpKn reHepannsoBaHHON Gpopme 3a60/1IEBAHUA ONUCaHa My-
Tauua VA9M, npu fo6poKayecTBEHHOM TeveHnn — L313M u
D103G [13, 14].

AnddepeHumnanbHaa guarHocTuka
OnddepeHumanbHad LUarHOCTUKa KNacCUYeCKOW ranak-
TO3EMUN U TeHepasM3oBaHHOM GOpPMbl ranakTo3eMuu
Il Tvma npoBoANUTCA C APYrMMU HaC/eACTBEHHbIMU 60Mes-
HAMU OOMEHa BeLecTB, NPOTEKAIOWMMU C TAXENbIM Nopa-
EeHWeM neyeHu (Tabn. 1), a TaKKe BUPYCHLIMU U TOKCHYe-
CKUMU renatutamu, AucaxapuaasHon HeLOoCTaTOYHOCTbIO,
NOCNELACTBUAMMU  BHYTPUYTPOOHBLIX WHeKuun [1-4].
OnddepeHumanbHaa AuarHocTMKa ranakrosemuun Il tuna
NPOBOAMUTCA C 3a601eBaHUIMU, BEAYLIMMU K Pa3BUTUIO Ka-
TapakKTbl.

JNleyeHue

OCHOBHbIM METOOM NEeYEHUS ranakTo3emMun ABASeTCS Au-
eToTepanusa. HasHayeHne cMecen, He CoaeprKallmX NaKTo-
3y, Cnoco6ecTByeT O6bICTPOMY YCTPAHEHWIO KIIMHUYECKON
CUMNTOMaTUKK, MOIHOMY WMAM YaCTUYHOMY BOCCTaHOBIE-
HUIO DYHKLMK nevyeHu, nodek, UHC [1, 2].

CnepyeT OTMETUTb, YTO Y BOMbLUIMHCTBA NaLMEHTOB C Knac-
CMYECKOW ranakro3emuen, HeCMOTps Ha cTporyio 6e3ra-
JITaKTO3HYI0/6€3NaKTO3HYyl0 AWeTy, HabngalTcs norpa-
HUYHOE CHUXKEHUE UHTENNEKTa, HapyLlWeHWs Pas3BUTUS peyn
[6]. Okono 20% peTew cTpagatoT HapylweHUeM KOopauHa-
LMW OBMKEHUN, NpaKkTnyeckn y 90% OeBoYeK BO3HUKALOT
3HAOKPUHHbIE HapyLIEHUS (3aAepKKa MOI0BOro pa3BuTHS,
ameHopesd u ap.) [1, 15].

Mpu pa3BuTK GuICTPONPOrpeccUpytoen KatapaKTbl 60b-
HbIM C ralakTO3eMUeN MOKa3aHO XMPYPruyecKoe neyeHue.

—9—

Ta6nuua 1. HacnegcteseHHble 3a60neBaHnsi 06MeHa BELLECTB,
npoTeKaloLMe C TSHKENbIM NOPaXKeHUEM NeYeHn
M MaHubecTUpyolwmne B HeoHaTalbHOM nepuoae

3a6oneBanune

TuposmHemus Tun | (HegocTato4yHoOCTb dyMapunaueToaleTasbl)

BbonesHb Kpurenb-Hapbspa

Hepoctato4yHoCTb Q4-aHTUTPUNCKUHE

MuToxoHApHanbHasa nporpeccupytoLlias renatonatus

JH3MMONaTUK IPUTPOLIUTOB, NPOTEKatOLLME
C HeoHaTallbHbIM reMOoIN30M
(HeaoCTaTO4YHOCTb ranakTo30-6-dbocdataernaporeHasnl 1 ap.)

HapylieHne MUTOXOHAPHUANLHOIO B-OKUCIEHNUS KMUPHbIX
KMUCNOT (HEAOCTATOYHOCTb ASTMHHOLIENOYEYHOM
aunn-KoA-gerngporeHasbl v ap.)

Cungpom LlenbBerepa

Ta6nuua 2. Pe3ynbraTbl HEOHATaIbHOMO CKPUHUHIA
Ha ranakrosemuio

YpoBeHb TOTaNlbHOW ranakTo3bl

Pesynbrar B KPOBM (ranakrosa +
ranakrto3so-1-docdar), Mmr%
OTpuuatenbHbli <7
MorpaHuYHbIN 7-10
(TpebyeTca peTecT)
MonoxutenbHbIn >10

MaccoBblit HeOHaTa/IbHbI CKPUHUHI Ha raslaKTo3eMuio
MeTopa Ais MaccoBOro HeoHaTalbHOro CKPUHUHIa BriepBble
npeanoxeH atpun B 1946 r. OH 0OCHOBaH Ha OTCYTCTBMM POC-
Ta MyTaHTHoOro (aykcotpodHoro) wramma E. coli, He copep-
Xaulero depmeHT ranakroso-l-dpocdatypuauntpaHcoepa-
3y, B 06pa3sLe KpoBK BONbHOIO ranakrosemuen [2, 5].

B HacToglwee BpeMs caMbiM pacrnpocTpaHeHHbIM 418 Mac-
COBOI0 CKPUHMHIa €BfAgeTcd MeTaboMyeCcKun TecT
(c ucnonb3oBaHWeM YHUBEpPCaNbHOIO aHanu3atopa Tuna
«Victor») — onpegeneHue ranakrto3bl U ranakrto3o-1-doc-
daTta B nnasame KpoBu. TeCT NpPoOBOAMTCA Ha 4-e CYTKU
W3HW Y JOHOLWEHHbIX U Ha 7-€ — Y HEJOHOLIEHHbIX HOBO-
POXAEHHbIX, BCKapMIMBaeMblX MaT€PUHCKUM MOSIOKOM
WAn MonoYyHou cmecblo [1, 2, 4, 5, 7] .

[ns ycnewHoro npoBefeHUst CKPUHUHIa HeO6X04MMO CO-
6/1104aTb XeCTKMe TpeboBaHUA K MONY4YEHUI0, XPaHEHUIO U
TPaHCNOPTUPOBKE MaTepunasna K MecTy NpoBeleHns uccne-
foBaHUA. O4yeHb BaXHbl CPOKM B3ATUSA MaTepuana 1 rnony-
YeHus pesynbrata CKPpUHUHIa. B CBA3M C Hann4mMem Tsxe-
NiblX, ObICTPONpoOrpeccupyowmnx Gopm ranakroseMuu
3a4epKa MHpopmaumm o peadynsratax CKpUHUHIa (6onee
5-7 oHen) MOXeT NPUBECTU K HEMOMPaBUMbIM NOCNEACT-
BuAM. OLleHKa pe3ynbTaToB CKPUHWHIa Ha COAepKaHue ra-
JTaKTO3bl + ranakTo3o-1-docdata npeacrtaBneHa B 1abn. 2.
OaHon 13 NnpobsieM MaccoBOro HeoHaTalbHOrO CKPUHUHIa
ABNAETCA NOSYHEHUE NIOKHOMONOMKMUTENbHbBIX PE3YNLTAaTOB.
B cBA3K C 3TUM Npu BblgBIEHUU pebeHKa C NoJIoXKUTESb-
HbIM pe3ynbTaTOM CKPUHWHIa HEOOXOAMMO KaK MOXHO
CKOpee NMPOBECTU MOATBEPKAAIOLLYIO ANATHOCTUKY, BKJIIO-
YaloLLyo 3H3UMOAMATHOCTUKY U MONEKYNAPHO-reHETUYEC-

—
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KWW aHanna. Heo6xo4MMO NMOMHWUTb, YTO MPU HapyLeHUK
peXknma TPaHCNOPTUPOBKU U XpaHeHUs obpa3ua (ocobeH-
HO TeMmnepaTypHOro), akKTMBHOCTb depMeHTa MOXeT
CHU3UTLCA NMPUMEPHO BABOE, YTO OBYC/IOBIMBAET JIOXKHO-
NONOXUTENbHbIE pe3ynbTaThl [2, 16].

B Poccun noatBeprpatolasi AMarHoCTMKa Ha ranakrose-
MWIO NPOBOAUTCA B labopaTopun HacneaCcTBEHHbIX 60nes-
Hen MeauMKo-reHeTMYecKoro Hay4yHoro ueHtpa PAMH, a
TaKXe B HEKOTOPbIX APYIrMX KPYMHbIX MEANKO-FEHETUYECKNX
LleHTpax. Pa3paboTka MeToAoB AMETUYECKOrO JleyeHus
60JIbHbIX rafiaKTO3eMMEN OCYLLECTBNAETCH B OTAENEHUU
NUTaHUSA 340POBOro 1 60/1bHOr0 pebeHKka HayyHOro LeHT-
pa 3p0poBba aeter PAMH.

CIMUCOK JIUTEPATYPbI

1. 3axaposa E.IO., Bocko6oeBa E.}O., bangakosa I.B. lanakto3e-
MUS, TUM 1: KIMHUYECKME NPOSIBNEHUS, AUArHOCTMKA U NedeHune. —
B KH. MoneKynsipHO-6M0N0rM4ecKkme TEXHONOMMU B MEAMULMHCKON
npakTnke. — HoBocmbupck: Anbda Bucra, 2006. — C. 155-160.

2. Hoswukos B.MM., XoayHoBa A.A., lenucoBa C.H. lanaktosemus y
[eTei: pacnpoCTPaHEeHHOCTb, KIUHWKO-reHeTuYyecKas reTeporeH-
HOCTb, CNOCO6bI ANArHOCTUKM U NiedeHns // Bonpockl AeTCKON AneTo-
nornn. — 2006. — T. 4, N2 6. — C. 53-65.

3. Antshel K., Epstein |, Waisbren S.Cognitive strengths and
weaknesses in children and adolescents homozygous for the
galactosemia Q188R mutation: a descriptive study //
Neuropsychology. — 2004. — V. 18, N2 4. — P. 658-664.

4. Arn P. Galactosemia // Curr. Treat. Options. Neurol. — 2003. —
V.5,N2 4. — P. 343-345.

5. Bosch A. Classical galactosaemia revisited // J. Inherit. Metab.
Dis. — 2000. — N2 11. — P. 434-440.

6. Bosch A., Bakker H., van Gennip A. et al. Clinical features of
galactokinase deficiency: a review of the literature // J. Inherit.
Metab. Dis. — 2002. — V. 25, N2 8. — P. 629-634.

7. Garden A., Davidson D. Recommendations for the management of
galactosaemia // Arch. Dis. Child. — 2000. — V. 82, N2 3. — P. 266.
8. Holton J., Walter J., Tyfield L. et al. The Metabolic and Molecular
Bases of Inherited Disease Vol. Il. New York: McGraw-Hill (7th ed.),
2001. — P. 2297-2326.

9. Hunter M., Heyer E., Austerlitz F. The P28T mutation in the GALK1
gene accounts for galactokinase deficiency in Roma(Gypsy) patients

—9—

MeauKo-reHeTU4eCKOEe KOHCY/IbTUpOBaHUe

Onsa cemen, UMeLWKnX aeTten, 60/bHbIX ranakKTo3eMUEN,
noKasaHo NpoBejeHne MeaUKO-TreHETUYECKOTO KOHCYbTHU-
poBaHWa 4719 pelleHUsa Bonpoca O NporHo3e noTtomcTea U
BO3MOXHOM AopofoBoKn anarHocTtuke [1, 3].

Takum obpasom, npobrema paHHEN AMArHOCTUKKW BECbMa
aKTya/lbHa B COBpeMeHHoW neguvatpuun. CBoeBpeMeHHas
peanu3auus B KayecTBe MaTOreHeTMYeCcKoro npuHumuna
JleyeHusa 3abonieBaHus nyTem, rasBHbIM o6pa3om, 6e3ra-
JTAKTO3HOW/6E3N1aKTO3HOW AMeTbl MOXET NpeaoTBpaTUTb
pa3BUTHE TAKENON KITMHUYECKON CUMMTOMATUKKU Y 6OSIbHO-
ro pebeHka u He [JONYyCTUTb TAXKENOoW WUHBaNUAM3aLuu u
paHHero neTanbHOro ucxoaa.

across Europe // Pediatr. Res. — 2002. — V. 51, N¢ 5. —
P.602-606.

10. Maceratesi P, Daude N., Dallapiccola B. et al. Human UDP-galac-
tose 4-prime epimerase (GALE) gene and identification of five mis-
sense mutations in patients with epimerase-deficiency galac-
tosemia // Molec. Genet. Metab. — 1998. — N2 51. — P. 602-606.
11. Misumi H., Wada H., Kawakami M. et al. Detection of UDP-galac-
tose-4-epimerase deficiency in a galactosemia screening program //
Clin. Chim. Acta. — 1981. — V. 116, N¢ 1. — P. 101-105.

12. Openo K.K., Schulz J.M., Vargas C.A. et al. Epimerase-deficiency
galactosemia is not a binary condition // Am. J. Hum. Genet. —
2006. — N2 68. — P. 89-102.

13. Reich S., Hennerman J., Vetter B. An unexpectedly high frequen-
cy of hypergalactosemia in an immigrant Bosnian population
revealed by newborn screening // Pediatr. Res. — 2002. — N2 51. —
P. 598-601.

14. Ridel K., Leslie N., Gilbert D. An updated review of the long-term
neurological effects of galactosemia // Pediatr. Neurol. — 2005. —
V.33,N2 3. — P 153-161.

15. Sangiuolo F., Magnani M., Stambolian D. Biochemical character-
ization of two GALK1 mutations in patients with galactokinase defi-
ciency // Hum. Mutat. — 2004. — N2 23. — P. 396.

16. Thoden J., Wohlers T., Fridovich-Keil J. et al. Molecular basis for
severe epimerase deficiency galactosemia: x-ray structure of the
human V94M-substituted UDP-galactose 4-epimerase // J. Biol.
Chem. — 2001. — N2 276. — P. 20617-20623.

3HaMeHaTeNbHble U IOUNIEeNHbIe AaTbl UCTOPUU MeaAUuLlU

21 ceHTAGpPA — 125 N1€T CO AHA POXKAEHUS
Cepresa AnonnuHapbeBuya CEJIMLKOIO
(1883-1943), pOCCUMCKOro akylepa-
rMHEeKosiora, AOKTOpa MeAMULMHbI, Mpo-
deccopa. B 1920-e roabl OH BO3rnaBnsan
Kadeapy aKyllepcTBa M KEeHCKUX 6ones-
Hen focyaapCTBEHHOMO MHCTUTYTa OXpPaHbl
MaTepuHcTBa M AeTcTBa (HblHe HayuyHbIn
LleHTp 3gopoBbs aeter PAMH), 3atem 2-ro
MOCKOBCKOro MeAMLMHCKOro WMHCTUTYTa
(HblIHE POCCHMMCKMIA MEeaMLMUHCKUI YHM-
BepcuTeT). Hanbonbluero BHUMaHUs 3ac-
Ny)KMBalT ero pa6oTbl MO Bomnpocam
aknamncun. OOHUM M3 MNepBbIX Havan
NPoBOAWUTb JNle4eHue aKnamncuu 6e3
NPUMEHEHUS HaPKOTUYECKUX CPencTB.
Onucan HOBbIN BU[ TOKCUMKO3a 6epemeH-
Hbix (cerebro- et psychopathia toxica
gravidarum), npeanoxwn kKnaccubwuka-

LMo AepMaTo30B 6epeMeHHbIX, COCTaBUN
CXEMbI KOpPensauun sHAOKPUHHBIX Kenes
npu 6epemeHHoCTH. Pag paboT nocealLeH
NaKToTepanuu B akyllepcTBe U TMHEKOoNO-
rMW, paHHEMy BCTaBaHWIO MOcne POAoB,
a TaKXXe NMPUMEHEHWUI0 MPOTMBO3ayaToy-
HbIX CPeCTB.

29 ceHTa6psa — 150 neT co AHa poxae-
Hua TeHpuxa WUBaHoBuuya TYPHEPA
(1858-1941), poccuHCKOro xupypra,
0[IHOr0 U3 OCHOBOIMONOXHUKOB OTEYECTBEH-
HOM opToneauu, npodeccopa, 3acny>KeHHOo-
ro peatens Haykn. OH — opraHusaTop wu
pykoBoauTensb (1900-1941) kadenpbl 1
KIMHUKK opToneann B BoeHHO-mean-
LUMHCKOM aKagemun um. C.M. Kuposa.
MNepBbiM B Poccuun ykasan Ha Heobxoau-
MOCTb OCYAapCTBEHHOW KBann¢uuupo-

—

BaHHOM BpayeGHOM M MeaarornyecKow
NoMOLLM JETAM C 3a60/1EBaHUAMU OMOPHO-
aBuratenbHoro annapata. Muuuwmarop
co3aaHug (1931) JIeHUHrpaacKoro Hay4Ho-
UccnefoBaTebCKoOro AETCKOro oprone-
IMYECKOrO WHCTUTYTa, BMOC/EACTBUM
Ha3BaHHOrO €ro MMeHeMm. Hay4yHble uc-
cnefoBaHUs MOCBSIWLEHbl Mpob6remam
NMOPOKOB Pa3BUTUS MO3BOHOYHUKA, aHKK-
NIO3MPYIOLLEro CroHAWN0apTPUTa, CMOH-
avnesa, Ty6epKynesa KocTen U CycTaBoB,
nocneacTBUin MoIMOMUENNUTa, YPOBCKOWM
60/1€3HM, BONPOCaM TpaBMaToNoruu.

* CoctaButenu: H.M. BockpeceHcKkas. Mo
pefakuunen npodeccopa M.B. Mwupckoro //
BtonneteHb HaUMOHANbLHOrO Hay4yHO-UCCneno-
BaTeNbCKOIO MHCTUTYTa O6LLECTBEHHOIO 340P0-
Bbsl. TemaTuyeckuit Bbinyck. — M., 2007.





