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Tanaxmosemus — pedxoe HacnedcmeeHHoe 3a001e6aHUe, NPU KOMOPOM CPOKU NOSB/IEHUS U 8bIPANEHHOCTND
nepevlx KIUHUYECKUX NPUSHAKOS MOZYM 3HAYUMENbHO 8APLUPOBAMb OM NEPEbLX OHell HU3HU 00 HeCKOMbKUX
MmecAues. B ocHose namozenesa eanaxmosemuu nexum deduyum depmenma, Komopuiti NpUHUMAErn yuacmue
8 npespaujeHuU 2anakmosvl 6 enwkosy. Hakonnenue 2anaxmosvt u ee moKkcuveckux memabonumos u eedem
K POPMUPOBAHUIO COOMBEMCMBYIOULE20 KITUHUHECKO20 CUMNIMOMOKOMNAeKCA. [N panHeil OuazHoCmuKky 2anak-
MosemMul U NPOPUIAKIMUKY YePOHAIOULUX HUSHU OCTIONHEHUI 6 Hacmosuee 6pemsi 6 Pb nposodumcs Heona-
manvHoLii ckpunune. O0HAKO, 3a6071e8aHIE MONEM UMEMb KPU3OBOE teUeHUe CO CHPEMUNENbHbIM PA36Uniem,
umo mpebyem MynvmudUCYUNIUHAPHO0 N00X00a 8 dudzHocmuke u 8vibope mepanuu. Heob6xoouma Hacmopo-
HeHHOCMb 8pateli 8 Nepuod OHUOAHUS pe3ynvmamos ckpununea. OcHOBHOT namozeHemuueckuti memoo neve-
HUST — 9110 OUema ¢ NOMHbIM UCKTIOUeHUeM 2anakmosl. IIpu ceoespemeHHOM Hauane OUerNOmMepanuu npozHo3
8 OMHOUEHUU HUSHU U 300p0BbA brazonpusmublil. B crmamve npedcmasnenvt cospemervle 0aHHbvle Tumepa-
MypbulL U npueedeHo KnuHu1eckoe HabmooeHue 08yX cryuaes Kaaccuueckol eanakmosemuu I muna, accoyuupo-
BaHHBIX ¢ «msicenvimu» mymavyusimu eena GALT, maxumu xax deneyuss QI88R, K285N, manugpecmuposasuiux
U NPOMeKABULUX, MENOY HeM, COBEPULEHHO PASTIUUHO, 4O, 0e3YCI08HO, NPedcmas/isem akademu4ecKuil uHme-
pec 077 npakmuueckozo 8paa.

Kniouesvie cnosa: canaxmosemus, oemu, mymavus eena GALT, coesas cmeco.
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Galactosemia is a rare hereditary disorder in which the onset and severity of the first clinical signs can vary
significantly, from the first days of life to several months. The pathogenesis of galactosemia is based on a deficiency
of the enzyme involved in the conversion of galactose to glucose. The accumulation of galactose and its toxic
metabolites leads to the development of the corresponding clinical symptom complex. Neonatal screening is cur-
rently performed in the Republic of Belarus to ensure early diagnosis of galactosemia and prevent life-threatening
complications. However, the disease can progress rapidly, requiring a multidisciplinary approach to diagnosis and
treatment. Physicians must remain vigilant while awaiting screening results. The primary treatment method is a com-
pletely galactose-free diet. With timely initiation of dietary therapy, the prognosis for life and health is favorable.
The article presents modern literature data and provides a clinical observation of two cases of classical galactosemia
type I associated with «severe» mutations of the GALT gene, such as deletion QI88R, K285N, which manifested
and progressed, however, completely differently, which, of course, is of academic interest to a practicing physician.

Key words: galactosemia, children, GALT gene mutation, soy formula.

ra/\aKTO3eMI/IFI - 3TO HAaCAeACTBEHHOE HapyllueHue
obMeHa yrAeBOAOB, NMPW KOTOPOM B OpraHu3me Ha-
KanAMBaeTca M36bITOK rarakTo3bl U ee MeTaboAUTOB (ra-
AaKTO30-1-pocdarta U ranaktmona), Uto U obycnaBAMBaET
KAMHUYECKYIO KapTuHY 3aboneBaHua U bopmMUpoBaHUE
OTCPOYEHHbIX OCAOXHEHWUI. TUN HACAEAOBaHUS ranaKkTo3e-
MWK - ayTOCOMHO-PeLIECCUBHBIN. B ocHoBe 3aboreBaHuWsA

AEXWT HEAOCTATOYHOCTb OAHOTO M3 Tpex GEepMeHTOB, yuya-
CTBYIOLLMX B MeTaboAM3Me ranakTo3bl: ranakTo30-1-doc-
datypuanatpaHcdepasbl (TAAT), ranaktokuHasbl (FANAK)
n ypuann-pudocdart (YAD)-ranakto3o-4-anumepasbl (FANI).
M3BecTHO 3 reHa, MyTauun KOTOPbIX MPUBOAAT K HEAOCTa-
TOYHOCTM COOTBETCTBYHOLLNX GepMeHTOB: reH GALT - dep-
MeHT FANT, reH GALKI - depmeHT TAAK, reH GALE - depmeHT
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TAAS (anumepasa). B opraHname MoHocaxapma ranaktosa
ABAAETCH HE TOAbKO UCTOUHWKOM IHEPTUU ANST KAETKK, HO
M UFPaeT PoAb NPEOBUOTUKA, CAYXUT HEOOXOAMMBIM MAACTU-
YeCKMM MaTepuarom AN 06pa3oBaHUS TAMKOAMMUAOB
M TAMKONPOTEMAOB, HEOOXOAMMbBIX AASI GOPMUPOBAHMUSA
HEPBHOM TKaHW, MUEAMHU3aLMK U AP. OCHOBHbIM MCTOYHK-
KOM ranakTo3bl fiBAAeTcA nuuwa. NpermyLLecTBEHHO ra-
A@KTO3a NOoCTynaeT B YeAOBEUYECKMI OPraHn3M C MOAOYHbI-
MW MPOAYKTAMM, HEKOTOPbIE U3 HUX COAEPXaT rarakTody
B UUCTOM BUAE; KPOME TOr0, raAaKTo3a MOXET CUHTE3UPO-
BaTbCA 3HAOrEHHbIM NyTEM B npouecce pepMeHTaTUBHbIX
peaKkuui. MaToreHeTMYeckn B pesyAbTate HEAOCTaTOYHO-
cth Atoboro us tpex dpepmeHToB (FAAT, TAAK nan TAAD)
B KPOBM MOBbILLIAETCA KOHLUEHTPaLUMS ranakTo3bl; Npu Ae-
duunte aktnBHoCTU depmeHToB MANAT 1 TAAS Takxe Haka-
NnAMBaeTca M3ObITOYHOE KOAMYECTBO ranakto3o-l-docoa-
Ta, YTO MPEUMYLLECTBEHHO U onpeAeAsieT HGOAbLUMHCTBO
KAMHUYECKMX NPOABAEHWUI U GOPMUPOBAHME OTCPOYEHHbIX
OCAOXHEHWUIN. XapaKTepHol 0cobeHHOCTbI0 3aboAeBaHUsA
ABASIETCS TUMOMAMKEMUUYECKUI CUHAPOM, 0OYCAOBAEHHbIN
TOPMO3SAWMUM BAUAHWEM YKa3aHHbIX METAabOAMTOB Ha ak-
TMBHOCTb psaa $epMeHTOB, y4yacTBYHOLIMX B YIAEBOA-
HOM obMeHe (dochOoraArokoMmyTasbl, FAOKO30-6-pocdaT-
AerMaporeHasbl). Yactota ranakto3emuun BapbupyeT ot 1
Ha 6-8 TbiCAY HOBOPOXAEHHbIX A0 1 Ha 20-30 Thbicau
W NpenMMyLLLEeCTBEHHO 00ycAOBAEHA MyTaUMAMM B reHe GALT
1,2, 4].

Mo MKB X 3aboneBaHue koaupyetca E.74.2: Hapylie-
HHe obmeHa ranakTo3bl (HeAOCTAaTOUHOCTb FAaA@KTOKMHaA-
3bl. [@anaKkTO3emuA). B 0CHOBY COBpPEMEHHOM KhnaccuduUKa-
UMM TanaKTO3EMWUU MOAOXEH 3TUOAOTUUECKWUI MPUHLMI,
B COOTBETCTBMMU C KOTOPbIM BbIAEAAIOT 3 TUNa 3aboneBa-
HMA: | TUN - KAACCUMYecKan rarakTo3emus, 06yCAOBAEHHAS
aeduvumtom depmenTta FTAAT; Il tun - pedurumt TAAK (Tanak-
Tto3emus Il Tuna); lll Tun - aednumt TAA3 nAM annumepasbl
(fanaktosemua |l TMna). Kaaccuueckass ranakro3emus
| TMNa NposBAAETCS B HEOHATAaAbHOM MEPUOAE; 3TOT TUM
aCCOLMUPOBAH C «TSHXXeAbIMW» MyTaunsiMu reHa GALT, Taku-
MU kKak peneums Q188R, K285N, L195P u op. OCHOBHbIMMK
opraHaMm-MULLEHAMM MPU FTaAAKTO3EMUKN CAYXKaT NeYeHb,
LHC, nouku, rnasa v opraHbl penpoAYKTUBHOW CUCTEMBI.
Ha ¢oHe BckapMAMBaHMA rPYyAHbIM MOAOKOM MAM A@KTO30-
COAEPXaLLMMK CMECSIMU Y HOBOPOXAEHHOIO MOABASIOTCA
nepBble NPU3HaKW: pBOTA, AMapes, MbllLeYHasn rmMnoToHuS,
CUHAPOM yrHeTeHus; pebeHok He HabupaeT B Macce. Xa-
paKTEPHbI TAKXE XEATYXa, CMeLLlaHHan runepbuampybuHe-
MUSA, yBEAUYEHWE PA3MEPOB NeYeHU, MOTEMHEHWE MOYU U
HEMOCTOAHHAasA axoAusi CTyAa, NPOSIBAEHWS CUHAPOMA ne-
YEHOYHOro LUMTOAM3a M XONECTa3a B BUOXMMUYECKOM aHa-
AM3e KpoBHu [1,4]. HakonaeHWe ranaktosbl U ee MeTaboAn-
TOB B renatouutax NPMBOAUT K MEYEHOUHO-KAETOYHOM
HeAOCTaTOUYHOCTU. B nepByto ouepeab OTMEUaeTCs CHUXe-
HUe dpakTopoB cBepTbiBaHMA kKposu — I, II, V, VII, VIII, IX, X,
Xl, XIl, pe3yanbTatoM 4ero ABAAETCS BO3HUMKHOBEHWE re-
MOpPParMyeckoro CMHAPOMaA, KaKk KOXHble MPOSIBAEHWS,
Tak U XMU3HEHHOYrpOXatoLmne KPOBOU3AUAHUSA U KPOBOTE-
YyeHUsa (KPOBOTEUYEHUSA U3 XEAYAOUHO-KULLIEYHOro TpakTa,
BHYTPUXEAYAOUKOBbIE U NAPEHXMMATO3HbIE KPOBOWU3AUA-
HuA). CTeneHb onacHOCTU MOCAEAHUX BO3pacTaeT Nno Mepe
CHUXEHUA abCOAIOTHbIX 3HAYeHU GaKTOPOB CBeEpPTbIBA-
HWA. BecbMa xapakTepHO CHUXEHWE anbByMUHa, pesynb-
TaTOM Yero IBAAETCA aCLUMT; BO3MOXHO CHUXEHWE APYTUX
MapKepOB, ONPEAEAAIOLLMX BEAKOBO-CUHTETUUECKYHD OYHK-
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LMo neveHn (GMbpuHoreHa, XoAMHaCcTEPasbl, XOAECTEPUHA).
BcaeacTBME CHUXEHUS CKOPOCTU YTUAM3ALMKM TOKCUYe-
CKMX BELLECTB, B TOM YUCAE AETOKCHMKAUMM aMMMUaKa,
BO3HWKaET rmnepaMmmoHnemus. fanaktosa v ee metabo-
AWUTbl AErKO MPOHMKAOT 4Yepe3 remMaTosHuedarnyeckui
6apbep ¥ HaKanNAMBalOTCS B BELLECTBE FOAOBHOrO MO3ra,
BbI3blBas Pa3BUTHE €0 OTEKA, BHYTPUUEPEMNHOW TMNepTeH-
31K, 06pa3oBaHME 30H NEPUBEHTPUKYASPHON AEMKOMAAS-
UMKN U aTpODUUECKUX UBMEHEHWI B MO3XEUKE U KOPE ro-
AOBHOro mMo3ara. [pu MOAHWEHOCHOM TeueHun 3aboreBa-
HUE OCAOXHSAETCS NEeYEHOUYHON aHLedaronaTnen, kotopas
NPOSABAAETCA CMHAPOMOM YrHETEeHWUA AMBO BO3OYXAEHMSA
LUHC, cyAOpPOXHbIM CUHAPOMOM, MEHUHIeaAbHbIMW CUMM-
ToMamu. HakonAeHne ranakTo3bl U ee MeTaboAUTOB Bbi3bl-
BaeT LMTOTOKCUUYECKUI IPDEKT B KAETKAX KAYOOUKOBOro
N TYOYASIPHOTO 3MUTEAUS MOYEK, KOTOPbIV yCyrybAsieTcs cu-
CTEMHbIM @aHOMaAbHbIM FrAAaKTO3UAMPOBAHUEM MHOIOYU-
CAEHHbIX TAMKOMPOTEUHOB, YTO MPUBOAWUT K HapyLUEHUAM
npoweccoB GUAbTPaAUUN U peabcopbuunn, pasBUTUIO NPO-
TEUHYPUU U reMaTypun. Hanbonee TSXEAbIM OCAOXKHEHM-
€M TanaKTO3eMUN Yy HOBOPOXAEHHBIX ABASIETCA CENCUC,
npenmyLLLECTBEHHO accouuMnpoBaHHbIn ¢ Escherichia coli,
OAHaKO, 3TUOAOTMYECKMMU daKTopamMu MOTYT SIBAATbCSH
N Apyrme MmkpoopraHusmbl, Hanpumep, Klebsiella spp.,
Staphylococcus spp., Enterobacter spp. AaHHOEe 0CAOXHe-
HWe 0ByCAOBAEHO, BO-MEPBBLIX, TEM, UTO raAaKTO3a IBASIET-
CSl MMTATeAbHON CPEAOW AASt pOCTa NaTtoreHHoM GAopbI, BO-
BTOpPbIX, B XOA€ 3a60AEBaHMA NPOUCXOAWUT MHTMOUPOBaHUE
ranakTo3on 6aKkTepuUUMAHOW U GarounTapHON aKTUBHO-
CTU NOAMMOPPHOSAEPHbBIX AMKOUMTOB KWMLLIEYHOW CTEH-
KW BCAEACTBME HaPYLUEHUS KAETOYHOrO BbICBOOOXAEHMSA
CynepokcuA-MoHOB [2, 3]. Y nauMeHToB C rarakTo3emMuen
B 38-66 % cayuaeB GopmMUpyeTCs KaTapakTa, BO3HUKalo-
lasi BCAEACTBME HEDEPMEHTUPOBAHHOIO FAMKO3UAMPO-
BaHWA BeAka KpUCTaAAMHA, BXOASLLErO B COCTaB KOPTU-
KaAbHbIX BOAOKOH XpyCTaAMKa. ITO BEAET K HapyLIEeHWIo
OCMOTUYECKOrO AABAEHUA BHYTPU XPyCTaAMKa U MPOABAS-
eTcsl ero rMAPONUUYEcKon AereHepaunen. Katapakra nve-
eT GOpMy «MACASIHOrO MSITHA», YTO ABASIETCSH OTAMYUTEAb-
HbIM NPU3HaKOM. AMarHoCT1Ka raAakTo3eMun HanpaBAeHa
Ha onpeAeneHUe coaepXaHna B CyXOM NSATHE KPOBU (Heo-
HaTaAbHbIM CKPUHUHT Ha 3-U-4-e CYyTKU XWU3HW) KOHLEHTpa-
LMK 06LLLEeN ranakTo3bl, KoTopasi MPeACTaBASIET COOOM CyM-
MY KOHLLEHTpaUMK rarakTo3bl M ranakto3o-1-docdata. Mpu
NMOAOXMUTEABHOM pe3yAbTaTe PEKOMEHAOBAHO OMpeAeAe-
HUe akTMBHOCTM TAAT U MaXopHbIX MyTauui B reHe FAAT
[2, 3]. HeoHaTaAbHbIM MacCOBbI CKPUHWHT Ha ranakTo3e-
Muto BBeAeH B PB B pekabpe 2023 ropa. MpoBepeHHue He-
OHATaAAbHOIO CKPUHWHra MO3BOASIET BbISIBUTb ranakTose-
MU0 npakTuueckn y 100 % aetel ¢ aTum 3aboaeBaHUEM.
Pe3yAbTaTbl TpaKTytOTCA CAEAYHOLLMM 0b6pa3om: oTpuua-
TEAbHbIN — NPU YPOBHE TOTAAbHOW FaAaKTO3bl B CbIBOPOT-
Ke KpoBU MeHee 7,2 Mmr/an uan meHee 400 MKMOAb/A;
norpaHuyHbiM - npu ypoBHe 7,2-10 Hr/an uan 400-
550 MKMOAb/A (TpebyeTcsi NOBTOPHOE UCCAEAOBAHME); MO-
AOXWTEAbHbBI - NPU YpPOBHE ranakto3bl 6oree 10 HI/AA
uan 6onee 550 MKMOAb/A. MpU NOrpaHUUHOM U MOAOXKM-
TEAbHOM pe3ynbTaTte TpebyeTcsi onpeAeneHre akTUBHOCTH
depmeHTa TAAT n AHK-aAMarHocTnka ¢ LeAbtO BbIIBAEHUA
HanboAee pacnpocTpaHeHHbIX MyTaumi B reHe GALT 1 no-
AMMOpPOHOro BapuaHTta Ayapte. Mpu nocaepHem Habato-
AAETCSA HEBbIPAXEHHOE CHUXEHWE aKTMBHOCTU depMeH-
Ta B aputpoumtax (A0 25-50 % OT HOpMbI), UTO HE UMEET



KAMHUUYECKOTO 3HAUEHUA U He TpebyeT AeueHUsi. DeHoMeH
AyapTe MOXHO CUnTaTb BUOXMMUUYECKUM, HO HE KAMHWYE-
CKMM BapuMaHTOM TraAakKTO3eMuM, YyacToTa ero pacnpo-
CTpaHeHWs OKOAO 12 % cpean HaceneHus B Lenom [2, 3].
NeuyeHne ranakTo3emMumn Npu CBOEBPEMEHHON AUArHOCTU-
Ke - 3TO MOAHOE WCKAOYEHME MPOAYKTOB, COAEPXaLLMX
AAKTO3y W ranakTody. Tak, KaTeropMyecku UCKAKOUaeTcs
MOAOKO M MOAOUYHbIE MPOAYKTbI, @ TakXe MPOAYKTbI, Kyaa
OHM MOTYT 6bITb AOOaBAEHbI (XAED, BbINEYKa, COCUCKM, KOA-
6acbl, CAAAOCTH, MaprapuHbl 1 np.). Kpome Toro, psia npo-
AYKTOB PacTUTEAbHOIO MPOUCXOXAEHWUS COAEPXAT OAU-
rocaxapuAbl — FanakTO3WAbI, TAUMKOMPOTEUHbBI, KOTOpble
MOTyT ObiTb MOTEHUMAAbHBIMU WUCTOYHUKAMMU TAAAKTO3bI,
B CBA3M C YEM OHUW UCKAKOYAIOTCA M3 paLmMoHa NMTaHuA na-
LMEHTOB AETCKOrO BO3pacTa 1 OrpaHMunBatoTCs B MUTaHMK
B3POCAbIX MAUMEHTOB. K NpoAyKTaMm, coaepXallMM ranak-
TO3WAbI, OTHOCATCA 6060BbLIE, LWNUHAT, KaKao, OPEXM; NPo-
AYKTbI, 6oraTble FAMKONPOTEMAAMU, 3TO NEYEHb, MOYKH, AP.
Ccy6npOAYKTbI U U3AEAWA U3 HWUX. B NUTaHWK pAeTel ¢ ranak-
TO3EMUEN WCMOAB3YIOTCA CMneunarm3MpoBaHHble CMeCH
Ha OCHOBe M30AsiTa cOeBOro 6enka (CO6CTBEHHO COoeBble
NPOAYKTbI COAEPXAT ranakTo3unabl(!), NO3TOMY OHUM He pas-
peLlaroTcs), a TakXe CMeCHM Ha OCHOBE CUHTETUYECKMX
aMWHOKUCAOT U B6e3NaKTO3HblE Ka3eUH-MPEAOMUHAHTHbIE
cmecu. Mpumepamn AeyebHbIX cMecei Ha OCHOBE M30AS-
Ta coeBoro 6enka sBaaoTcs: «<beanakt Cos, «<HyTpuaak Cos»,
«HyTprAoH Cosi», «dpucocoi». NMprumepamm AeHebHbIX CMe-
Cel Ha OCHOBE rMApOAM3aTa Ka3euHa ABasitoTes: «dpurco-
nen AC», «Cumnaak M3oMuA»; B 3aBUCMMOCTU OT COCTOSIHUSA
pebeHka BO3MOXHO COUYeTaHMe COEBOWM CMECH U CMecH
Ha OCHOBE TMAPOAM3aTa Ka3euHa B COOTHoweHun 1:1.
MprMepamMu Ka3euH-NpeAOMUHAHTHbIX 6E3AaKTO3HbIX MO-
AOYHbIX cMecel aBAastoTcA: «HyTpuaak 6e3AaKTO3HbIN
NAHOC», «<HYyTPUAOH 6E3AaKTO3HbIM», TA€ COOTHOLLEHWE Ka-
3eMHa 1 CbIBOPOTOUHbIX 6eAKoB cocTaBAasieT 50:50 B nep-
BOoM cAyvae u 100:0 - Bo BTOpOM. He pekomeHayetca
MCNOAb30BaTb OE3AaKTO3Hble CMecu ¢ npeobrapaHWeM
CbIBOPOTOUHbIX NpoTenHoB 60 % u bonee. Cneunrannanpo-
BaHHblE CMEeCH BBOASIT B MUTaHWE AETEN B TEYEHUE OAHOTO
AHSA - Ccpa3y NoCAe YCTaHOBAEHWA AMarHosa. lNauveHTtam
C KAACCUMYECKOW ranakTo3eMuen PeKOMEHAYETCA MOXM3-
HeHHasi 6e3nakTo3Han AneTa. CpOKM BBEAEHWA NpUKopMa
AETAM NEePBOro ropa XW3HW NPUHUMNUMAABHO HE OTAMYa-
OTCA OT NUTaHUA 3A0POBbIX AETEN (MCKAKOUEHWME COCTaBAA-
€T XEATOK, ero BBOASIT Ha BTOPOM FOAY XM3HU U He yalle
2-3-x pa3 B HepeAl). MaumeHtam Atoboro Bospacta He
PEKOMEHAYETCS NMPUMEHEHWE AEKAPCTBEHHbIX Npenapa-
TOB, COAEPXalLMX AAKTO3y/ranakTody, a TakXe HacToek
M CNUPTOBbIX AEKAPCTBEHHbIX GOPM (3TaHOA TOPMO3UT IAU-
MWHALMIO rarakTo3bl U3 neyeHu). NporHo3 npu ceoespe-
MEHHOW AMarHocTuke 3aboneBaHWA BAAronNPUATHLIA Npu
YCAOBUW pPaHHEro Ha3HauyeHUs AMETUUYECKOro MUTaHUA.
MpodunakTMka 3abOAEBAHWA BKAKOYAET MEAMKO-TEHETU-
YeCckoe KOHCYAbTMpPOBaHWe. B cembe, rae ecTb naumeHT
C ranakto3eMuen, pUCK MOBTOPHOIO POXAEHUS pebeHka
¢ aTMM 3aboneBaHneM coctaBasieT 25 %. MpeHatanbHas
AMArHOCTMKa 3akAYaeTca B NPOBEAEHMU KOPAOLIEHTE3a,
61oncun BopcuH xopunoHa B 10-12 HepeAb rectaumm, am-
HUoueHTe3a B 15-18 Hepenb. AOpOAOBas AMArHOCTUKa
OCYLLLECTBASIETCA MyTEM OMNPEAEAEHUA aKTUBHOCTU TAAT
B KYAbTYp€ aMHWOLMTOB, BMONTaTe U KYyAbTYPE XOPWOHA,
meTopamu AHK-aHaAn3a C BbISSBAEHUSIMW MyTaumi B re-
Hax GALT n GALE. Mpu aToM BONpoc 0 LeAecoobpasHoCcTH
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NPOBEAEHUSI MpeHaTaAbHOW AMArHOCTUKWU AOAXEH ObiTb
06CYXAEH C CynpyXeckrMu napamu 3apaHee, Tak Kak 3a-
6oneBaHME NoppaeTcs AeveHuto [1,2].

Matepuan u meToAbl. TpeaAMeToM Hallero Habaoae-
HUS M aHaAM3a ObIAM ABA CAyYasi TaAaKTO3EMUKU, MaHUbe-
CTUPOBaBLUME B HEOHATAaAbHOM MepUoAe, OTAUYAIOLLMECS
KaK Mo CTapTy KAMHWUYECKUX NMPOABAEHWI, Tak U MO Teue-
HUIO 3aboAeBaHMS.

PebeHok M. (peBoOuKka) poAMAachb OT 2-i bepemeH-
HOCTM 2-X CPOYHbIX POAOB B Cpoke 276 pAHEW ¢ MaccoMn
3620 rpammoB, poctom 52 cMm, oleHka no Anrap 8/9 6aa-
AOB. AKYyLIEPCKO-TMHEKOAOTMYECKUI aHaMHe3 maTtepu
He OTAroLleH, cTaplunii pebeHoK 3A0p0B. Poabl Yepes ec-
TECTBEHHbIE POAOBbLIE NyTH, 6e3 0cobeHHOCTEN. 3a Bpems
npebbiBaHWA B POAAOME HUKAKUX MATOAOTMUYECKUX MpPU-
3HaKOB TE€UYEHWA PaHHEero HeoHaTaAbHOro Nepuoaa He oT-
Meyvanoch. AeBOoYKa BbiNMcaHa AOMOW Ha 4-e CYyTKMU XU3HU
B YAOBAETBOPUTEABHOM COCTOSIHWUMU; HA MOMEHT POXAEHMUSA
pebeHKa CKPUHWHI Ha ranakto3emuto B PB elle He ObiA
BHEAPEH. B TeueHMe Tpex NOCAEAYOLUX AHEN MaTb 0bpa-
TUA@ BHUMaHWE Ha BAAOE cocaHue pebeHKa, COrnacHo co-
BETY neavaTpa, nepeBera AEBOUYKY Ha BCKapMAMBaHWE
HU3KOAAQKTO3HOM CMECbHIO; Ha 8-& CYTKM XMW3HW B CBA3MU
C OTKa3oM pebeHKa OT eAbl, MPOrPECCUPYIOLLEN XEATYXOM
POAMUTEAU BbI3BaAU BpHrapy CKOPOWM MOMOLLM, KOTopasi AO-
CTaBMA@ AEBOYKY B cTaumoHap. Mo TAXecTM COCTOsIHUSA,
06yCAOBAEHHOM WMHTOKCUKALIMOHHBIM CUMHAPOMOM, pebe-
HOK rOCMMUTaAM3WPOBAH B aHECTE3UOAOro-peaHMMaLnOoH-
Hoe oTaeneHre. O6bEKTUBHO: B CO3HAHWU, KPUK CTOHYLLIMIA,
Ha OCMOTpP pearnpyeT 60Ae3HEHHBIM MAAYEM; MbILLEYHbIN
TOHYC AMCTOHMYEH, GUIMOAOTUYECKME PEDAEKCHI HECTOM-
Kne, MeHWHreanbHble CUMNTOMbl OTpUUATEAbHbIE; COceT
BSINO, CbepaeT He bonee 40-50 MA Ha KopmAaeHHe. Koxa
yucTan, UKTepuuHas (A abopaTopHO yPOBEHb 06LLLETO BUAK-
pybruHa 385MKMOAb/A, NPAMON cocTaBasieT 13 %). Abixa-
HUE CaMOCTOATEAbHOE 3QPEKTUBHOE, TOHbI CEPALLA FTPOM-
KWe pUTMUYHBIE, B KAPAMOTOHUYECKOW MOAAEPXKKE HE HYX-
paeTca. XXUBOT MSMKWIA, AOCTYNeH rAyboKoW naAbnauuu,
nepucTanbTUKa BbICAYLLUMBAETCA, GU3MONOTMUYECKUE OTNPAB-
AEHWUS B HOPME, NeveHb +2 CM OT Kpasi pebepHoM Ayru.
BbisBAeH aeduUMT Macchl Tena 17 %. O6wmMin aHaaus
KPOBMW HE AEMOHCTPUPOBAA NMPU3HAKOB BOCMAAUTEABHOIO
npouecca, ABHbIXx 0o4aroB MHOEKUMN He 3adUKCUPOBAHO,
koarynorpamma 6e3 ocobeHHocTel. MpeaBapUTEAbHbIN
AMarHos: BHyTpuyTpobHasi MHOEKUMa HeyTouyHeHHanA?
HasHaueHa aHTUbaKTepHUanbHas U AE3UHTOKCHKALMOHHas
Tepanus, NPOAOAKEHO KOPMAEHUE HU3KOAAKTO3HOW CMe-
cbto. Ha caepytowmii poeHb y pebeHka B obAacT npaBoro
npeAnAeyba NosiBUAACb remaToma, pacnpocTpaHatoLLasn-
€5 A0 NAeYa 3x3 cM, B papMaAbHOM YacT reMaTOMbl 9KXH-
MO3 TEMHO-CAMBOBOIO LBETA; aHAAOTMYHbIE reMaToMbl —
B 06AaCTU AEBOr0 W NPaBOro roAeHOCTOMHOro cycrtaBa —
NOABUAUCH Yepe3 HECKOAbKO 4YacCOB OT MPEeAbIAYLLEN.
B koarynorpamme: AUYTB - He onpeaensieTcs, GUbpUHOreH
0,9 /A, MTB 28,9 cek, TB 15,2 cek, MHO 3,1, D-anmepbl
1759 Hr/MA, aHTUTPOMOUH Il 4,16 % (pedpepeHCHbIN UH-
TepBan 60-89 %). YuuTbiBasi KAMHUUYECKME U AabopaTop-
Hble npu3HakK ABHoro ABC-cMHApOMa, A0 NEepBOro BBe-
AEHUSI TeMOTPaHCOY3MOHHOWM Cpeabl Npou3BeAeH 3abop
KPOBM AAA MPOBEAEHWUSI GaKTOPHOIO aHaAn3a B YCAOBMSX
npodUAbHOrO yupexaeHus 4-ro yposHs (PHIL, AOTN), BbI-
aBAeH poedununt dpaktopa C (20 %, pepepeHCHbI MHTEPBAA
25-40 % B neprMoAe HOBOPOXAEHHOCTH), @ TakxXe AePULUT
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Y O630pbI 1 TeKIMM

aHTUTpOoMbuHa Il (4,16 %, pedepeHCHbI WMHTepBaA
60-89 %). B panbHeWLweM, HECMOTPSA Ha NPOBOAUMYIO Te-
panuio no KynupoBaHuto ABC-cMHAPOMa, B KOaryaorpam-
M€ COXPaHSAAUCb NMPOSIBAEHUS KaK rMnepkoaryaaumm (poct
D-pnmepoB A0 2962 HI/MA K 6-M CyTKam OT MOMEHTa no-
CTyNAeHUs pebeHka B CTauMoHap), Tak W TUrnoKoaryas-
unn (yanmHeHue AYTB po 253 cexk., [TB po 38 cek., TB po
21 cek., MHO 2,5). AeBouYKa noay4yana COOTBETCTBYHOLLYO
Tepanuio, KOPPUTMPYHOLLYO remacTa3roAOrMyeckmne nsme-
HEHWA, COAEPXALLYIO Kak COBCTBEHHO $aKTopbl CBEPTbI-
BaHMA - C3I1 (cBexe3aMOpOXeHHas NMAasma), Tak U Le-
AeHanpaBAeHHO dUbpUHoreH («Pubpurar), KpMonpeumnuTat
(c ueabto potaumun daktopos I, VIII, XlIl, paktopa Buaneb-
paHAa), @ TakXXe aHTUTPOMOOTHUECKYHO TEPanuto, @ UMEH-
HO, MpenapaT No KOppekUuun aeduumnta aHTUTPoMOUHa Il
(«<ATeHaTMB»); OAHOKpPATHO MnoTpeboBarachb 3pUTPOLMUTAP-
Hasi Macca AASl KOPPEKLMW aHEMMUYECKOrOo CUHAPOMA.
B 6MOXMMHUUYECKOM aHaAW3€e KPOBU MPOrpeccMpoBanm U3-
MEHEHMSA B MNOAb3Y CUHAPOMA MEYEHOYHOTO LIMTOAM3A (POCT
AcAT un AAAT, cooTBeTcTBEHHO, A0 355 EA/A 1 126 EA/A,
pedepeHCHbIn MHTEPBaAA, cooTBeTCcTBEHHO, 30-45 EA/A
n 40-65 EA/A), COXpaHSAAUCH HapyLEeHUA MUTMEHTHOro
obmeHa (runepbuanpybuHeMus), NPOrpeccMpoBan Xone-
CTaTUYECKUIN CUHAPOM (MaKCUMaAbHO NPSIMORn BUAMPYOUH
cocTaBuA 48 % oT 06Lero Ha 16-e CyTkU XKU3HK). B noAb3y
Me3eHXMMaAbHO-BOCMAAMTEABHOTO CUHAPOMA CBUAETEAL-
CTBOBAA POCT deppuTUHA (A0 614 MKI/A, pedepeHCHbIN
MHTEPBAA AAS HOBOPOXAEHHbIX 100-400 MKI/A), B NOAb-
3y CHWXEHWUA OEAKOBO-CUHTETMUYECKOW OYHKUMU — CHU-
XeHue ypoBHs 6enka A0 42 /A U anbbymuHa Ao 34 /A
Ha 16-e CyTKM Xn3HWU. CAepyeT OTMETUTb, UTO TMMOTAUKEMUSA
He bblAa 3adUKCHUpPOBaHa HU B OAHOM TecTe. Ha 15-e cyTku
XWU3HU MOABUAUCH CPbITMBaAHWA, YTO SIBUAOCH MPUYMHOM
nepeBoaa Ha AedvebHyto cmech «Alfare Gastro» - cmech
Ha OCHOBe rAY6OKOro rMpApoAM3a BEAKOB U C OTCYTCTBUEM
AaKTO3bl; Ha dOHE U3MEHEHUSI AMETbI CPbIrMBaHUS Npe-
KpaTUAUCb, MOAyYeHa npubaBka B mMacce Tera. Takum
06pa3om, A0 YCTAHOBAEHUS TE€HETUYECKOro AMarHosa
U3 AMeTbl BblAa UCKAKOUYEHA AaKTO3a, UTo, 6E3YCAOBHO, NPU-
BEAO K MOAOXUTEABHO KAMHUKO-A@B0opaTopHOM AMHaAMUKe.
PebeHOK KOHCYABTMPOBaAH rEHETUKOM Cpasy MoCcAe NMOCTy-
NAEHWA B CTaLMOHap (B3siTa KPOBb AAA MPOBEAEHUS TECTOB
Ha AedUuMT anbda-1-aHTUTPUNCHMHA, FAaAaKTO3EMUIO, MY-
KOBUCLMAO3, FeMOCMAEPO3 1 TMna 1 Ap., OAHAKO, pe3yAbTa-
Tbl FEHETUUYECKOM 3KCNEPTU3bI BbIAK MOAYYEHBI TOABKO CMy-
CTS1 3 HEAEAW); XMPYProM, C NPOBEAEHUEM YALTPA3BYKOBOIO
MCCAEAOBaHMA COCYAOB KOHEYHOCTEN (AMArHOCTUPOBAHbI
TPoM603bl V. cefalica, 60AbLLON NOAKOXHOW BEHbI AEBOTO
6eapa, KynupoBaHHble Ha GOHE MPOBOAMMON Tepanuw),
rematonoroMm (aeduumt npotemHa C TpaKToBaH Kak BTO-
PUYHBIM Ha ¢OHe ocHOBHOro 3aboneBaHus). NpoBeaeHbI
CTaHA@PTHbIE TECTbl HA HaAUYMe BHYTPUYTPOOHON MHEK-
UMK, MWUKPOOUOAOTMUYECKUI MOHWTOPUHTI, 3AaCTOMETPUS
neyeHn U NyHKUMOHHAsA 6MONCUsA NeYeHu, rae BbISIBAEHbI
Hecneumduyeckme MopPorornyeckne MSMeHEHUA B MOAb-
3y MeTaboAMyecknx 3aboneBaHUIM neveHn. AMarHo3 ocrta-
BancA pabounm A0 MOAYUYEHUSA PE3YALTATOB rEHETUYECKOWM
9KCMNEPTU3bI (OCTPas MeyeHoYHaa HeAOCTAaTOYHOCTb, Peak-
TUBHbIN Hecneuuduyecku renatut, rMNONPOTEUHEMMUS,
ABC-CMHAPOM $IBHbIW, BTOPWUYHBIA AePULMT npoTerHa C,
aHeMus TAXEAOM CTeneHun (KynupoBaHa), TPoMb03bl V. ce-
falica, 60AbLLION NOAKOXHOM BEHbI AeBOro beapa, Tpodurue-
CKME UBMEHEHUS MSITKUX TKAHEW TbIAbHOM MOBEPXHOCTM
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npaBoro NpeanAeybs, 6eAKOBO-aHeEpPreTUYecKas HepoCTa-
TOUYHOCTb AETKOM CTEMNEHM). ACHOCTb B AMArHOCTUKY BHECAO
MEAMKO-TEHETUYECKOE 3aKAOUYEHWE, MOAYYEHHOE B BO3pa-
cTe pebeHka 1 MecAl: ypoBeHb ranakrto3o-l-oocdar -
1223,3 MKM/A (Hopma A0 250 MKM/A), aKTUBHOCTb ranak-
T030-1-docdatypmnanatpaHcdepasol - 0,9 ME/A (Hopma
6onee 3,5 ME/A). MOAEKYASIPHO-TEeHeTUYecKast AMarHoCcTu-
Ka rarnakTo3eMuu: yCTaHOBAEHO KOMMayHAHOE reTeposu-
roTHOEe HOCUTeAbCTBO MyTauun Q188R (c.563A G) p.K285N
(c.855G T) reHa GALT. Takum 06pa3om, 6bin cHOpMyAUpPO-
BaH YTOYHEHHbIM AMarHo3: fanaktosemusa E.74.2 (komna-
YHAHOE reTepo3nWroTHoe HOCMTEAbCTBO MyTaumm QI188R
(c.563A G) p.K285N (¢.855G T) reHa GALT). Mpoune npo-
ABAEHWSA, yKa3aHHble Bbllle, ObIAM TPAKTOBaHbI KAk OCAOX-
HEHWUA OCHOBHOTO 3aboneBaHuA. PebeHoK Obin nepeBeaeH
Ha COeBYyH CMeCb, Ha GOHE KOTOPOM MPOMU30LLAA MOAHASA
HOpMaAM3aumuss BMOXMMMUYECKOTO aHaAM3a KPOBM, MOA-
HOCTbIO KynMpOBaHbl HapyLleHUsi remocTas3a. B Bospacte
2-x MecsiLleB AeBoYKa OblAa BbiNMcaHa Ha ambynaTOPHbIN
3Tan ¢ COOTBETCTBYIOLWMUMU PEKOMEHAALMSIMI: HabBAOAE-
HUE y4yacTKOBOro neauwatpa, reHetuka B PHIIL, npoaoa-
XWTb BCKapMAMBaHWE COEBOW CMECbIO, NPUEM BUTAMMU-
Ha D, ButamuHoB A 1 E, poAMEBON KMCAOTbI, MpenapaTtos
YPCaAE30KCUXOAMEBOW KUCAOTbI; KOHTPOAb reMOCTa3no-
rpammbl, BUOXMMUUYECKOTO U OOLLErO aHaAM30B KPOBM,
YABTPa3BYKOBOE MCCAEAOBaHME OpPraHoB OPHOLLIHOM MOAO-
CTW, NAAHOBbIE KOHCYAbTALMK HEBPOAOTra, 0GTAaAbMOAOra,
ractpoaHTepoAnora. B HacToawmin MomMeHT pebeHky 3,5 roaa,
dU3nMYEeCcKoe 1 HEPBHO-NCUXMYECKOE Pa3BUTUE COOTBETCT-
BYyeT BO3pacTy.

PebeHok B. (AeBOUKa) poaMAach oT 1-i 6epemMeHHo-
CTM 1-X CPOUHbIX POAOB B CpOKe 39 HepeAb YUepes ecTecT-
BEHHble poaoBble NyTW. Macca pebeHka Npu POXAEHUM
2740 rpammoB, pocT 47 cm, oueHka no Anrap 8/9 6annoB.
AKyLLEPCKO-TMHEKOAOTMYECKUI aHaMHe3 MaTepu He OT-
AroweH. YunTtelBaa aHTPONOMETPUYECKHE NOKa3aTeAH, He-
oHaToAOraMu OblA BbICTABAEH AMArHoO3 Mpu POXAEHWM
«ManoBeCHbIN K CPOKYy rectaumm». AeBoYka HaxoAMAACb
B POAMABHOM AOME B TeYEHWE PaHHEr0 HEOHATaAbHOrO ne-
puoaa, Macca Tena npu PoOXAEHUU Bbina BOCCTAHOBAEHA
Ha 6-e CyTKH, NocAe uero pebeHok 6biA BbiMMcaH Ha amby-
AATOPHbIV 3Tan. Ha 9-e cyTkM XW3HM MaTb pebeHka bbina
M3BeELLEHa 0 TOM, YTO B NOKa3aTEAAX HEOHATAaAbHOIO CKPU-
HWHra 06HapyXeHO NOBbILLIEHWE FaAaKTO3bl (Ha 4-e CYyTKM
3003,74 MKMOAb/A Npu HopMme A0 400 MKMOAb/A), NPo-
KOHCYAbTHPOBAHA FeHETUKOM, NMPOU3BEAEH 3ab0p KPOBU
pebeHKa AAS KOHTPOASI YPOBHS raAakTo3bl U NPOBEAEHWS
MOAEKYAAPHO-TEHETUYECKON AMArHOCTUKU ranakTo3eMuu;
pPEKOMEHAOBAH HE3aMeAAUTEAbHbIV NMEPeBOA Ha COEBYHO
cmechb (¢ 10-X CyTOK MOAHOCTbIO NepeBeAeHa Ha «HyTpuaak
Cos»). OpHaKO, pebEHOK HEOXOTHO COCaA, CPbITMBAA, NeAU-
aTpoM 3adpUKCUpPOBaH AePULUT Macchl Tena 18,6 %, B cBsi-
31 C YeM AeBouUKa Obina rocnUTaAM3npoBaHa B OTAEAEHWE
BTOPOro atana B Bo3pacTte 22 AHA. O6beKTUBHO: MOHUXEH-
HOE MUTaHWE, CHWXEHHbIW Typrop TkaHen, GrU3noAorUYe-
CKue pedPAeKCbl HECTOMKUE, AUCTOHWSI MblLLEYHOMO TOHYCA.
CoceT BAAOBATO, CbepaeT He 6bone 40 MA Ha KOPMAEHME.
Koxa uuctasi, 6AeAHO-po30Basi, AblxaHWe My3pUAbHOE,
TOHbI CEPALLA TPOMKHE PUTMUYHbBIE, XXUBOT MATKWUIA, AOCTY-
neH raybokoi nanbnaimm, CTYA HECKOAbKO Pa3XUXeH, Mo-
yuTCA AOCTaTouHO. B 06lieM aHanAM3e KpoBW 3adUKCU-
poOBaHO MoBbilleHWe AeikouutoB (20,6x10°%/A), B cBA3U
C YeM Ha3HauyeHa aHTMbaKTepuaAbHan Tepanusi Ha 7 AHEN



(@QHTMOUOTUK NEHULMAAMHOBOTO PsiAa). Kakunx-Anbo nsme-
HEHWIM CO CTOPOHbI MUIMEHTHOTO 06MeHa He BbIA0 3adUK-
CMPOBAHO, HapyLLIEHUA KOaryaAsLuMmn Takxe OTCyTCTBOBaAM.
MpoBeAeHO pyTUHHOE 06CAeAOBaHME: YABTPA3BYKOBOE MC-
cAeAOBaHMEe opraHoB OPHOLHOM NOAOCTM U CepALa, Ta3o-
6eAPEHHbIX CYCTaBOB, LUWTOBUAHOMN XeAedbl, 06cAepoBa-
HKe Ha BHYTPUYTPOOHbIE MHOEKLMU, MUKPOOUOAOTUUECKMI
MOHWUTOPUHT, MOHMUTOPUHI OBLErO U BUOXMMUYECKOTO
aHaAu3a KpoBu, ropmoHometpusa (TTI, T4cs., T3¢B.), ocMo-
TPEH HEBPOAOrOM. BbiABAEH CYOKAMHWYECKWI TUMNOTH-
peos (TTF 6,69 MKME/mA). B Bo3pacte pebeHka 1 me-
cl, MOAYY€EHbl pe3yAbTaTbl MOAEKYAAPHO-TEHETUYECKOWM
AMArHOCTUKU: YPOBEHb ranakTo3bl Ha 9-e CYTKMU XWU3HM
(B3AT npuv NEepBMYHOM MNOCELLEHWN TEHETWKAa) BbIPOC
N0 CPaBHEHWIO C AQHHbIMW HEOHATAAbHOIO0 CKPUHMWHra
70 5807,46 MKMOAb/A; Ha $OHe AMeToTepanvu COeBOM
CMECbIO YPOBEHb FanakTo3bl CHU3WUACA K 28-M CyTKam
A0 347,04 MKMOAb/A; @KTMBHOCTb ranakto3o-1-docoaty-
PUAMAAATPAHCepasbl - 2,5 ME/A (Hopma 6oaee 3,5 ME/A);
nposepeHa AHK-anarHoctuka - BbIABAEHO KOMMayHA-
HOE reTepo3UroTHoe HOCUTEeAbCTBO MyTaumn p.Q188R
n p.K285N reHa GALT. Ha ocHoBaHWW KAMHMKO-Aabopa-
TOPHbIX A@HHbIX COOPMYAMPOBAH CAEAYIOLLMIA OCHOBHOM
anarHos: fanakroszemua (MKB - 10 E. 74.2). ConyTcTBy-
FOLLMIA AMarHo3: BHyTpuyTpobHas MHOEKLMA HEYTOUHEHHaS.
HapylweHne BCKapMAMBaHWS HOBOPOXAEHHOro. Aedekt
MeXnpeACepPAHOW neperopopki. CUHAPOM ABMraTeAbHbIX
HapyLeHW ¢ MblLLEYHOM AUCTOHMUEN. AHEMUS AETKOW CTe-
neHW cMelaHHoro reHe3a. ManoBeCHbI K CPOKY recrta-
UMK, CyBKAMHUYECKWUI TUMOTUPEO3 TPAH3UTOPHbIK, 3Tan
BOCCTaHOBAEHMA. Ha ¢oHe NpoBOAMMON AMeToTepanuu,
KynupoBaHWA MHOEKLMOHHOIo npoLlecca AeBOYKa CTana
AOCTaTOyYHO HabupaTb B Macce M B Bo3pacte 1 mecsl
N HepeAst 6bina BbinMcaHa AoMon 6e3 npuaHakoB 6eAko-
BO-3HEPreTMYyeckorm HepOCTaTOYHOCTU. PekoMeHAOBaHO:
HabAIOAEHWE Yy4aCTKOBOro neamnaTpa, reHetmka B PHIILL,
NPOAOAXUTb BCKapMAMBaHWE COEBOM CMECHIO, NMPUEM BU-
TamuHa D, $oAneBON KMCAOTbI, MAGHOBbLIE KOHCYAbTALMK
HEBPOAOra M KapAMOAOTa, KOHTPOAb YABTPA3BYKOBOIO MC-
CAEAOBaHUA cepALa, OpraHoB 6PIOLLIHOV MOAOCTH, TOPMO-
HomeTpusa (TTI) ¢ nocAeaytoWEeR KOHCYAbTALMEN SHAOKPU-
HoAnora. Ha MOMEHT HamucaHus 3Tol cTaTbh pebeHKy
5 mecsiLeB, pacTeT U pa3BuBaeTcsi 6e3 0cobeHHOCTEN.

Pe3yAbTaThbl U 06Cy)XXAeHUE

Kak yxe 6bIA0 yKa3aHo, y 0601X AETEN BbISBAEHO KOM-
nayHAHOE reTepo3uroTHOe HOCUTEALCTBO MyTaumu p.Q188R
1 p.K285N reHa GALT. Mpu aTOM, KAMHUKO-AabopaTopHas
KapTWHa ranakTo3eMuu y naumeHTa M. HoCMAa CeNnTUKOMNO-
AOBHBIV XapakTep: NporpeccupyoLLan nevyeHouHas HeAo-
CTaTOUYHOCTb, ABHbIN ABC-CMHAPOM C pasBuTHeM TpoM6b03a
M TMNOKOAryAfaunM OAHOBPEMEHHO, CUHAPOM MeYeHOYHO-
ro UMTOAM3a, XOAecTasa U 6eAKOBO-CUHTETUUYECKOW HEAO-
CTaTOYHOCTU. ITU NATOAOTMUYECKME USMEHEHWSA NPOSIBUAUCH
W NPOrpeccupoBany Ha BTOPOM HeAEAe XU3HU. B aTom xe
BO3pacTe y nauueHTa b. UMeAncb AULLb NPU3HAKKU UHTOK-
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CUKALIMOHHOTO CUHAPOMA, MPOABAEHUEM KOTOPOro ObiAM
HEOXOTHOE cocaHue, HEAOBOP Macchl Tena, AUCTOHUS Mbl-
LEYHOro TOHyca; Ha TPeTbeW HEAENe XMU3HU NPOosiBUAACh
aHeMua Aerkow cteneHu. Y oboux peten He 3adpuKcupoBa-
Ha runorankeMus. B nepBom cayyae 3aboreBaHUE HOCHUAO
«KPW30BbIW» XapakTep, BO BTOPOM CAyYae «Tsxenas» MyTa-
umMsi npotekana 6onee «msArko». OAHO3HAUHO, CBOEBpE-
MEHHOE Ha4yaA0 NaTOreHeTUUYECKOM Tepanum ¢ NeEPEBOAOM
AETEN Ha COEBYIO CMECH MPUBENO K YAYULLEHUIO U CTAOUAK-
3aLMUKU COCTOSTHMA NaLUEHTOB.

MpoaHaAn3MpoBaHHble HaMu CAyYaun yOeAUTEAbHO AO-
KasblBaloT, UTO MPU HAAUUMU OAMHAKOBbLIX FEHETUUYECKMX
MyTaumMi CTapT rarnakTOo3eMWKM MOXET PasUTEAbHO OTAU-
yatbCA OT TPAAMLMOHHOIO KAAQCCUUYECKOro TEUYEHMUS, UTO
elle pas NnoAYEpPKMBAET 3HAUYUMOCTb HEOHATAABHOIO CKPU-
HWHra, a B NEPUOA OXMAAHWUS PE3YALTATOB NMOCAEAHETO He-
06x0AMMa HaCTOPOXEHHOCTb Bpaya.
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