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PE3IOME

FaArQKTO3eMUS ABASETCA OPQPAHHBIM METABOAMYECKUM 3Q60AEBAHMEM, MO3AHAS AMATHOCTUKA KOTOPOIrO MOXXET MPMBOAUTE K TIKEAOMY
MOPAXKEHMIO NMeYeHU. [NDEACTABAEH KAMHUYECKMM CAYYQM raAQKTO3eMmM | Tina. 3a60AEBAHWE MAHNMGPECTUPOBAAO B MO3AHEM HEOHATAABHOM
MEPUOAE PBOTOM, XOAECTATUHECKMM MOPOXKEHNEM MEYEHHM, KOAryAONATHEN C FEMOPPArMYECKUM CHMHAPOMOM, NoTepen Beca. [ToOBOAMAACH
AMCPPEPEHUMAABHAS AMATHOCTUKA C HEKPOTUYECKMM SHTEPOKOAUTOM M KULLIEYHOM HEMPOXOAMMOCTbIO. OCTATOYHAS AKTMBHOCTE OePMEHTA
GALT cOOTBETCTBOBAAQ BUOXMMMYECKOMY BAPUAHTY M HE COOTHOCUAQCH C TIXKEAOM KAMHUYE CKOM KAPTHMHOM. Ha gbOHE KOPpMAEHMS BE3AAKTO3HOM
CMECHIO COCTOSHME PEBEHKA YAYHLLIMAOCH. [€HETYeCKOe OOCAEAOBAHME BbISIBUAO ABE MATOAOTMHECKME MYTALMM B FE€TEPO3MIOTHOM COCTOSHMM
B 3 1 6 ak30He reHa GALT. KaTamHecTmniyeckoe HaBAIOAEHME MOKA3AAO OOPMUPOBAHNE 30AEPXKKM CTATMKO-MOTOPHOIO PA3BMTHS Y pebeHKa
K KOHLLY MepBOro roAd Xu3Hu.

KAKOYEBBIE CAOBA: raAQKTO3E€MMS, KOMIMAYHA-FETEPO3UIrOTA, HOBOPOXKAEHHbIN, AETH, AMATHOCTUKQA, CKPUHUHT, AMETOTEPANMS.
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A clinical case of galactosemia type I in a child with
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SUMMARY

Galactosemia is an orphan metabolic disease, the late diagnosis of which can lead fo severe liver damage. A clinical case of galactosemia type
lis presented. The disease manifested itself in the late neonatal period with vomiting, cholestatic liver damage, coagulopathy with hemorrhagic
syndrome, and weight loss. A differential diagnosis was performed with necrofic enterocolitis and intestinal obstruction. The residual activity of
the GALT enzyme corresponded fo the biochemical variant, and did not correlate with the severe clinical picture. Against the background of
lactose-free formula feeding, the child's condition improved. Genetic examination revealed two pathological mutations in the heterozygous
state in exons 3 and 6 of the GALT gene. Catamnestic observation showed the formation of a delay in static-motor development in the child

by the end of the first year of life.
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AKTyaJIbHOCTh

lanakrozemust — penkoe 3a0oneBanne 0OMEHa BEIIECTB, BbI-
3BaHHOE JiepuimToM pepMEHTOB, y4acTBYIOIIMX B IIPEBpallle-
HUH rajlakTo3bl B IIIOKO3Y. B HacTosimiee BpeMs ycTaHOBIIEHO
3 Tuna rajakTo3eMHH, 00yCIOBICHHBIX CHHYKCHHEM aKTHB-
HOCTH ()epMEHTOB: TaNaKTo30- 1 -pocharypuauirpanHchepasa
(GALT), ranakrokunasza (GALK), ypununaudocdar (UDP)-
ranaxkto3o-4-snmmepasa (GALE). leduiut pepmenTa ranakro-
30-MyTapoTa3bl PaCCMaTPUBACTCS HEKOTOPHIMH aBTOPaMH Kak
ranakrozemusi [V tuma [1]. Beiaemnsitor kiiaccuueckuil BapuaHT
C TSDKEJION MaHU(ecTanueil B meprosie HOBOPOXKAEHHOCTH,
KJIMHAYECKUH BapHaHT ¢ Oosiee MATKUM TEUCHHEM, a TAKXKe
OMOXMMHUYECKUI BapHaHT 0e3 KIIMHUYECKUX TIPOSIBICHUH.

Jedumur nroboro u3 hepMeHTOB MeTabOIM3Ma TaJIaKTO36I
MIPUBOJUT K HAKOIIJICHUIO TOKCHYECKHX MPOITYKTOB OOMEHa,

KOTOpBIC MIPU OTCYTCTBUU AUCTHYCCKOTO MUTaHUSI HeoOpa-
THUMO MOBPEXKIAIOT MO3T, ICYCHbB, PETIPOAYKTHBHBIC OPTaHbI
" xpycraiuk riasa [2]. Kiiaccuueckast BapuaHT 3a007eBaHUS
C TUCTICTICHEH, THITOTTIMKEMHUEH, OBICTPO MPOTPEeCCUPYFOIITIM
MOpaXXCHUEM IIEYCHU C CHHIIPOMOM XOJIeCcTa3a U KoaryJonaru-
el eOrTUpPYeT Yepe3 HECKOJIBKO YacOB/IHEH MOCie HaJaia
KopMIIeHHST MoJToKoM/cMecsimu [3]. Tokcnueckoe Bo3eicTBre
METa0OJIMTOB rajlaKTO3bI HA HEUTPOMHUITBI CIOCOOCTBYET BBICO-
KOW YacTOTE Pa3BUTHS CEIICHCA, KOTOPBIHA, HAPSY C TKEIOH
OCTpOil IEYCHOYHO!H HETOCTATOYHOCTHIO, SIBISICTCSI OCHOBHOU
MPUYUHON CMEPTU HOBOPOXKACHHBIX NauUeHTOB [4, 5]. Du-
Opo3HOE MOPAKCHUE TICUCHH MOXKET COYETAThCS C KaTapaKTOH,
KOTOpasi BOZHUKACT IPU POXKIACHUH WM B HCOHATAJIBHOM IIe-
puoze [7]. BMecTe ¢ TeM UMEIOTCS JaHHBIE, YTO Y HEKOTOPBIX
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MalMEeHTOB, JaXke MPH 3a03/1aJI0M BBEICHUH IUETUYECKOTO
mUTaHus, 00HAPYKUBAJIACH TTOJHAS 00PAaTHMOCTH MOP]OIIO-
TUYECKUX U3MEHEHUM B MeUeHH [6].

UacroTa rajgakro3eMUH UMEET STHUYECKYIO MPeapacoo-
JKEHHOCTbh, BCTPEYasICh Yallle, HalpuMep, CPeau MIIaJICHIEB
B Upnanmun — 1:23 500-1:44 000, ¢ Hanboee BEICOKMMH TTOKA-
3aTessIMH B TPYIIe UpAaHACKUX KoueBHUKOB — 1:430 [8]. Camas
HI3Kas 3a00JIeBACMOCTh HAOFOIACTCS CPEITH IBEAOB, ATIOHIICB,
a taoke Ha TaiiBane [9, 10]. B Poccuiickoit denepanun yactora
ranakro3emut | Tumna cocrasisier 1:20000 [11]. HauGonee pac-
MPOCTPaHEHHOM MyTauuell, kotopas Bcrpedaercs B 70 % ciaydae
y NAIMEHTOB €BPONEHCKON Nomynsuuy, sBisercs c.563A>
G(p.GIn188Arg), a myrtarus p.Ser135Leu (c.404C> T) Gonee
XapakTepHa I aQpoaMEepHKAHIICB, Y KOTOPHIX 3a00IcBaHKe
MIPOTEKaeT B Oojee MATKOM KuHUYeckor dopme [12, 13].

OCHOBOI JICUCHUS SBIISIOTCS CTpOrasi 0e3/1aKTO3Has TUeTa
C TIOJTHBIM UCKITIOYEHUEM MOJIOKa/CMECEH, BKITFOYash «CKPBI-
THIC» MPOIYKTHI, M TICPEBOJI ICTCH Ha BCKAPMIIMBAHHE CIICIIH-
aJM3UPOBAHHBIMU OC3JIAKTO3HBIMHE WITH THIPOIA30BAHHBIMU
dhopmynamu. PanHee BBISBICHUE U JICUCHHUE TaTAKTO3EMUU
HE BCerJa NpeJoTBPaIIaloT JOJITOCPOUHbIE OCIOKHEHUS, Ta-
KHE KaK HapyIICHUS KOTHUTUBHBIX (DYHKIIHIA, PEUCBEIC U HE-
BpPOJIOTMYECKHUE PACCTPONCTBA, a TAKXKE PEIPOAYyKTUBHBIE
poOIeME! Y skeHIIuH [ 14—16].

MaccoBblif HEOHATAIbHBIA CKPUHHUHT CYILIECTBYET BO MHO-
ruXx eBporneickux crpanax, Kanaae, Hosoii 3enanauu u Ap-
crpanuu [17]. B Poccuiickoit @eaepannu CKpUHUHT IPOBO-
JIUTCS HA 2-1 JIeHb )KU3HU Y JOHOIIEHHBIX JeTel U Ha 7-i
JIeHb KU3HHU Y HEJOHOLICHHBIX JI€Tel 115 onpeaesieHus
YpOBHS 00mIei ranakTo3sl. B Psa3aHckoli o0nacty 3a mepuon
¢ 2008 rozga, xorga ObUT BBEICH 00sI3aTENIbHBIN CKPUHHHT,
o 2022 rop 66110 00cnenoBaHo 154 706 HOBOPOXKIEHHBIX,
BBISIBIICHO 5 ciiydaeB raiaktozemud I Tuma (8 2008, 2009,
2010, 2020 u 2022 romax), yactoTta coctapmia 1 Ha 38676
SKUBOpOXKIeHUH [18].

B nocnemHee necsTrieTHe ONMCAHO OOBIIOE KOJTUICCTBO
HOBBIX MaTojiorndeckux myranuii B reie GALT, B cBsizu ¢ uem
HHTEpEeC MPEICTABISIOT CIyYau CIOKHBIX T€TEPO3UTOT, KOTO-
pbIe MOTYT UMETh aTHITMIHOE TCUCHHUE 3a00ICBaHNUS, YTO MOKET
CrocoOCTBOBATh MO3HEH TUArHOCTUKE U HECBOCBPEMEHHON
JmeTndeckoi koppekuuu [19-22].

[IpuBoauM cOOCTBEHHOE HAOIIOCHHUE TATAKTO3EMUHU
y peOeHKa ¢ KOMIIayH/I-TeTePO3UTOTHON MyTallueH ¢ TsKe-
JIoW MaHU(ecTaIel B MO3IHEM HEOHATAILHOM Iepuoie 0e3
Pa3BUTHS CETICUCA.

Kaunnveckuii cayydaii

Pe6enok H., or 2-if 6epemeHHOCTH (TI€pBEIil peOEeHOK
3JI0pOB), 2-X CPOYHBIX POIOB, Bec mpH poxkaeHuu 3210 1, poct
51 cM, OKPY’KHOCTB TOJIOBBI 34 cM, OIEHKa IT0 miKaie Amnrap 8/9
6amtos. [Tocne HeoHaTATFHOTO 00CIEIOBaHUS PEOCHOK OBLIT
BEIIHCAH JOMOU Ha 4-# JICHb )KU3HU B YIOBICTBOPUTEIIEHOM
cocrosuuu. [IpuBur ot renaruta B, TyOepkyne3a. Heona-
TaJTbHBIN CKPUHHHT BEISIBIII TIOBBIIIICHHE YPOBHS Ta1aKTO3bI
B KpoBH 110 75 mr/mn (npu HopMe 1o 10 mr/mn). [loBropHoe
oOcnenroBanue Ha 21-i 1eHb 3aduKcHpoBai 0ojee BHICOKUI
MoKa3aresb rajakTo3sl, cocTaBuBIIUK 100 MI/11, B CBSI3H
¢ 4yeM Ha 23-# JIeHb )KU3HHU PEOCHOK OBLIT TOCIUTAIN3UPOBAH.

[Tpu mocrymieHny B 00IaCTHYIO IETCKYIO KIMHHYECKYTO
OOJIPHMITY y MAlMEHTa OTMEYANIach JKeITyXa, CAMITOMBI NH-
ToKcHKauuy, auctpodust. [Ipu ocMoTpe pebeHKa — yMepeHHO
BBIPOKECHHBIH CHH/IPOM YTHETEHHS (BSUIBIH, OBICTPOE HCTOLICHHE
peduieKcoB HOBOPOXKICHHBIX ). KoKHBIE TOKPOBHI OeAHbIE,
C JKENTYIIHBIM OTTeHKOM. YactoTa npixanust 50 B MUHYTY, cepli-
ueduenue 150 yn/mun, SpO, — 97 %. AycKyIbTaTHBHO B JIETKHX
XPHIBI HE BBICITYIINBAINCE, TOHBI CEpJIlia MPUNTYLIEHBI, PUTM
MpaBWIBHBIA. JKUBOT OBUI B3/yT, IEPUCTAIBTHKA HE TIPOCITY-
[IMBAJIACh, Pa3Mephl IEYEHH COCTaBMIIM +2,5 cM OT Kpas pe-
6epHoii nyru. Bec 3105 rpammoB (—105 rpaMMoB oT Beca npu
pokneHun), [uiHa 52 cM (+1 M), OKpY>KHOCTB TOJIOBHI 35 cM.

[Tpu 1aboparopHOM 00CIIEIOBaHIH BBISIBIEH HU3KHH ypo-
BeHb remoniobuna (Hb 74 r/n), neiikouutos no 25,8x10%m,
TUIODIAKEMHUS 2,8 MMOJB/JI, THIIONpOoTenHeMus 10 38,8 1/,
TUNepOMIMPYOMHEMUS 32 CUET MOBBIIICHUS 00enx (pak-
nuii (282 MMoub/, IpAMoi — 69 MMOJIB/JI, HENIPIMOH —
213 MMonb/i1), yMepeHHOe MoBbIeHne TpancamuHas (AJIT
83 EJl/n, ACT 173 en/m), menounoit pocarass (1081 EJ1/m)
n yposHs CPb. BeisiBieno cumkenue ¢pudprunorena o 1,77r/m,
TpoMOMHOBOE BpeMs cocTaBmio 23,3 cek, AUTB 43,3 cek,
D-numMeps! oTpuniatenbHbIe.

B nnHaMpke 0TMEYEHO CHHIKEHHE YPOBHS reMoriooun-
Ha 710 68 /71, ycuiieHHe TPU3HAKOB TUITOKOATyJISIIUN: B KO-
aryiorpamme cienbl GpuOpHHOTEHa, TPOMOMHOBOE BpeMs
u AUTB >120 c. TsoxecTh TeMOpPparuuecKoro cuuapoma (Kpo-
BOTEUEHHUE U3 MECT B3sTHH KPOBH, MeJIeHa) IIOTpeboBaa
MIPOBECHNUS TPAaHC(]Y3HH SPUTPOLIUTAPHOI MACCHI U CBEKE-
3aMOPOKCHHOH IIIa3MBl.

[Ipu o6cnenosannn Ha TORCH-nnekunn pesynsrar
OTpHLATEIILHBIH, TPU PEHTIEHOJIOTHYECKOM 00CIIeIOBaHNHI
JIETKUX JTAaHHBIX 33 ITHEBMOHUIO He ObUT0. Y3U cepmiia, roos-
HOT'O MO3ra, O(TaIbMOIIOTHYECKOE UCCIICIOBAHUE TIaTOJIOTUH
HE BBISIBHIH.

B niepBbIe CyTKH 1ociie MOCTyIIeHus y peOeHka Haoo-
Jlanach KJIMHUKA Nape3a KUIIeYHUKa: B3lyTHE )KUBOTa, Oec-
oKo#icTBO. Ha peHTreHorpaMme opraHoB OpIOIIHOMN MTOJIOCTH
BU3YJIN3UPOBAIINCH HEPABHOMEPHO B3/IyThIE TETIIN KUILIEYHH-
Ka B JICBOM BepXHEM KBa/IpaHTe, OMHOYHAsS «Iayra». B xone
HaOJIOAEHMS TUarHO3 KMIIEYHOH HEPOXOIMMOCTH OBLI CHSIT,
KJIMHUKa ObljIa paclieHeHa KaK HEKPOTHYECKUH SHTEPOKOJIUT.
PeGeHok ObLT IepeBesieH Ha 0e3/1aKTO3HYI0 CMECh, HO B CBSI3U
CO CHM)XEHHOM TOJIEPAaHTHOCTBIO K SHTEPAIBbHOM Harpy3Ke
1 C LIEJbI0 KOPPEKIHNU BOAHO-JIEKTPOIMTHOTO OajlaHca I1o-
Jy4aj nHQY3HOHHYIO TEpaIuIo ¢ 3JIEMEHTaMH apeHTepallb-
HOTO NUTaHMA. YYHUTHIBAsI HAJIMYHUE TPU3HAKOB CUCTEMHOTO
BOCTIJINTEIILHOTO OTBETA, BHICOKYIO BEPOSITHOCTH PAa3BUTHS
y peOeHKa cericuca, MpOBOMIACh aHTHOAKTEpHAIbHAS TEPaIIHsl.

Ha ¢one npoBogumMoro seueHus: HabI0Ianach MOJI0XKH-
TeJIbHAs! KIIMHIYECKast AMHAMUKa: peOSHOK yCBauBaJl SHTEPaIb-
HYIO Harpy3Ky B ITOJIHOM o0beMe, Hadall Habupath Bec. OTMme-
YeHa CTa0uIM3anus 1JabopaTOpHBIX ITOKa3aTeJIeH: K BBINUCKE
YPOBEHB 00IIEro OMIHpyOrHA COCTABUII 25,6 MMOIIB/JI, TIPSIMO-
ro — 4,0 MMonb/1, Henpsimoro — 21,6 mmone/n, AnT-20 E[l/n,
AcT-22 EJl/n, obmiero 6enka —49 1/1. B aHanmse KpoBH co-
xpansinach anemust (Hb 91 r/im), mokazarenn koarynorpamMMsl
HOpMaM30Baiuch: ¢pudpunoreH 2,0 /1, MPOTPOMONHOBBIN
ungekc — 0,81, AUTB —33,7cek, D-numepsl oTpULIaTEIbHEIE.

E-mail: medalfavit@mail.ru
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PebeHoK OBl BHINMHCAH B YOBIECTBOPUTEIEHOM COCTO-
sSHHAU ¢ IpubaBkoil B Bece 600 T ¢ MOMEHTA MMOCTYIIIICHUS
u 400 r ¢ MOMeHTa poxkaeHusl. belnu naHbl peKkoMeHJauu
MIPOJIOIDKUTH KOPMIICHHE O€371aKTO3HOH CMECHIO C MOCIIey-
IOLIMM yBEJIMYEHNEM 00beMa U TOBTOPHOM KOHCYIIbTalen
CEMbH T'€HETUKOM C ONpEIeJICHUEM aKTUBHOCTH (PepMEHTOB
U OCHOBHBIX MyTanuii B rene GALT.

[Ipu npoenennn su3uMoauarnoctuku (MIHI] nme-
Hu H. . BoukoBa) B Bo3pacTte 3 MecsueB ObLIO BBISB-
JICHO CHM)KEHUE aKTUBHOCTH (pepMeHTa rajakroso-1-
¢docharypuauntpanchepasst 10 2,14 E/rHb (pedepencHsie
3HaueHus 4,4—15 E/rHb). B Bo3pacte 4,5 mecsina Maasauk
65611 noBropHO o0cnenoBad B MI'HL] um. H.II. Bouxosa. IIpo-
BEJICHO IPSAMOE aBTOMATHUYECKOE CEKBEHUPOBAHUE 10 Sanger
rera GALT (MIM 606999; RefSeq: NM 000151.3). B 3-m
9K30HE OBbII HICHTU(QHUIMPOBAH BAPHAHT HYKJICOTHIHOH I10-
cneposarensHocty C. 267CG (p. Tyr89Term) B reTepo3nror-
HOM cocTostHUH. DToT BapuanT (CM1925804) onican B Oase
JIaHHBIX 110 MyTarusaM 4enoBeka Human Genetic Mutaton
Database (HGMD Professional, Version 2020.3). B 6-m 3x30He
Obuta oOHapyxeHa yactas mytamus C.5634 (p.GInl88Arg)
B T€TEPO3UTOTHOM cocTosiHuu. Ha ocHOBaHMM IpoBeneH-
HOTO TeHETHYECKOTO HCCIIE0BaHus OblIa BepUpHUIIMpOBaHa
ranakro3emus | Tuna.

Briocnencreun pedeHOK HaOMIONAIICs B OTETICHUN MEIH-
LMHCKON peaOMIINTaIMY 110 MECTY JKHTEJILCTBA. YPOBEHbB ra-
JIAKTO3bI OBUT B HOpME, PEOCHOK MOJTy4all Oe3/1aKTO3HBIE CMECH,
BBeJIEH IPUKOpM. B 7 MecsitieB usndeckoe pazBurre pedeHkKa
COOTBETCTBOBAJO Bo3pacTy. OTMedancst HU3KUN MBIIIEUHBIN
TOHYC, HE IEPEBOPAYUBAIICS CO CIUHBI HA KUBOT, HE MIPU-
MOJAHMMAJl BEPXHIOIO YacTh TeJla C OOPOI Ha PyKH, Jiexka
HAa KUBOTE, CAMOCTOATENIBHO He caauics. [Tocie moBTOpHBIX
KypcoB peabrinTanuy K Bo3pacty 10 Mecsiues JBUraTensHoe
Pa3BUTHE HECKOIBKO YITyUIIMIOCh: Hauald CaMOCTOATEIbHO
cuzets. B HacTosmee Bpems peOeHOK MPOJ0IDKAeT Hado-
JICHHE y HEBPOJIOTa M IIPOXOXK/ICHNE Kypca peadHInTally.

Oocy:xaenue

[pencraBieHHbIN ciydail AEMOHCTPUPYET TSDKEI0e Tede-
HHE TAJIAKTO3EMUH C IOPaXKEHUEM TIeYEHH U TeMOPParn4ecKuM
CHHJIPOMOM C MaHU(eCTalNeH B O3 JHEM HEOHATAILHOM I1e-
puoze. [loBbIeHHBIH ypoBeHb 001mei ragakrossl (100 mr/mr)
codeTascs ¢ YMEPEHHbBIM CHI)KEHUEM aKTHBHOCTH (pepMeHTa
GALT 2,14 E/rHb (24 % ot HOpMBI), 4TO COOTBETCTBYET MaJIo-
CHMITOMHOMY BapuaHTy 3a0oieBanust. OHAKO KIIMHUYECKas
KapTHHA OblIa OJIMKE K KIIACCHUECKOH IaJaKTO3EMHH.

Myrtamus B 6-M 3k30He C.5634 (p.GInl88Arg), naxonsma-
SCS1 B TETEPO3UTOTHOM COCTOSTHHH, SIBJISIETCSI HanboJiee 4acTo
BoisIBIsieMOd B PO [23, 24] 1 B rOMO3UTOTHOM COCTOSIHUM
MIPOSIBIISIETCS HauOOJIee TSHKEIIBIM KIIaCCHYECKUM BapHaHTOM
raJlakTo3eMuH. Taxke ONMUCaHbl CIy4an KiIacCH4eCKoro Ba-
pHaHTa y HOCHTENEH ABYX reTepo3UroTHBIX MyTalui, OtHa
u3 KOTOphIX C.5634. Y npeacTaBieHHOro NallieHTa BTopas
mytauus C. 267CG onucana B 6a3e nanHeix Human Genetic
Mutaton Database (HGMD Professional, Version 2020.3),
OJIHAKO ee KJIMHUYEeCKOE 3HAaUCHNE HEe YCTAHOBIICHO U ITy-
ONMKanuy ciryyaeB, CBSI3aHHBIX C JJAHHOW MyTalluel, HaMH
HE 00HAPYKEHO.

O6pamaer BHIMaHHE HECOOTBETCTBHE Y MAIlMEHTa yMe-
PEHHO CHM)XCHHOW aKTUBHOCTH (DepMEHTa BBICOKOMY CO-
JIep>KaHMIO TAJIaKTO3bl U TAKEJION KIIMHUYECKON KapTHHBI.
Heobxomumo yuntsiBath, uto epment IAJIT onpenensercs
B DPUTPOILUTAX, HO €70 AKTUBHOCTb B PA3JIMYHBIX TKAHSAX,
B YAaCTHOCTH B T€MATOLUTAX, MOXKET Pa3/IN4aThCs. YPOBEHb
(epMeHTa He BCeraa sIBISIETCS 10Ka3aTesIbCTBOM OJIaronpu-
SATHOTO TEYCHHUS, B CBSI3U C YEM HEOOXOAMMO KPUTHUECKH
OLICHUBAaTh UMEHHO KIIMHUYECKYIO KapTUHY.

BriBoabI

Taxum 06pa3oM, UMEIOIIMECS Y HAIIETO MalleHTa KOM-
nayHa-rerepo3urotHsie mytanuu C.5634 (p.GIlnl88A4rg);
C.267CG (p. Tyr89Term) KTMHUYECKN COOTBETCTBYIOT Ba-
PHAHTY TE€UEHHS T'aJJaKTO3EMHH, OIN3KYIO K KIIACCUYECKOMY
1 TIPOSIBIISIIOILIEMYCS! TSDKEITBIM TIOPKEHHEM MIEUCHH B TTO3/THEM
HEOHATAJIbHOM TIEpHOJIE.

TspxecTb TeUEHHS TIPH TAIaKTO3EMUH OTIPEAEIsIeTCs TeTe-
POTEHHOCTBIO MyTallMid, CTETICHbIO ()ePMEHTATUBHON HEOCTa-
TOYHOCTH M CKOPOCTBIO IepeBo/ia peOeHKa Ha 0€3/1aKTO3HYI0
Juety. [ eHeTH4yeckue ucciieIoBaHus PacIlUpsIIOT Hallle Ipe-
CTaBJICHHE O MHOT0OOpa3uy BapHaHTOB 3a00JI€BaHUH U T10-
3BOJISIFOT TIPOCIICKHUBATH KIMHUKO-TEHETUYECKIE COOTBETCTBHSI.
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KnuHnyeckasq rereporeHHoOCTb U HeKOTopble
KIIMHUKO-reHeTn4yeckmne BapmaHTbl BOCnaJinTesibHbIX

3a00neBaHnNN KMLLeYHUKA

A.M. lNepuuko, I U. UIcmanrosa

PrEBOY BO «BoeHHO-meamumHeKas akaasemms mm. C. M. Knuposay MmHUcTepctsa o60poHbl PP,

CaHkr-lNetepbypr, Poccus

PE3IOME

N3y4yeHmne BOCIAAUTEAbHbBIX 3060AEBAHMI KULLEYHNKA XAPAKTEPM3YEeTCs AMHAOMMYHOCTbIO M HOBbBIMU OTKPbLITUAMU. CTDEMAEHME
K MepCOHAAU3MPOBAHHOM TEPAMMK STOU KATETOPMM MALMEHTOB HAOCTOATEABHO AMKTYET HEOOXOAMMOCTb PACLUMAPPOBKM rEHETMYECKOM
APXMTEKTYPbI A3BEHHOTO KOAMTA M BOAE3HM KpOHA. 3aBepLleHne npoekTa «(rfeHOmM 4eA0BEeKa) O3HAOMEHOBAAOCH OTKPbITMEM Boree 240
reHeTnyeCKMX MOAMMOPCOUIMOB MPU BOCMAAMTEAbHbIX 3000AEBAHMAX KMLLEYHMKA. COMOCTABAEHME KAMHUYECKMX M TEHETUYECKMX MPU3HAKOB
MOATBEPAMAO CYLLECTBOBAHME PA3AMYHBIX KAMHWMKO-rEHETMYECKUX COEHOTMMOB S3BEHHOIO KOAMTA M BOAE3HM KPOHQ, MHOXECTBA BAPHAHTOB
PUCKQ M MO3BOAMAO MPOAUTE CBET HO KAKOYEBbIE MATOrEHETMYECKME MEXAHM3MbI. K HUM OTHOCHTCS MEXAHU3MbI MTOAOMOK B PABOTE BPOXAEHHOMO
NUMMYHMTETA M NPOLLECCOB QyTOPArM, HAPYLLEHMSI AMGDCDEPEHLMPOBKM AMMADOLIMTOB M XEMOTAKCHUCA. BHEADEHME B KAMHMYECKYIO MOAKTUKY
STUX MOAOXKEHMN CMOXKET HE TOABKO YAYHLLMTb AMATHOCTUYECKMM MPOLLECC, HO M B 3HQYMTEABHOM mepe ByAeT CToCOOCTBOBATL MPOBEAEHMIO

NepPCOHUCOULMPOBAHHOM TEPAMMM.
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