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B 0630pe nodpobHo paccmampuearomcsi 80MpoChkl, Kacaroujuecss makmuku eedeHusi demeli ¢ 2anakmosemuell. [MpedcmaesneHsl
anudemuonozaudyeckue 0aHHble U Knaccugukayus 3abonesaHus. Ocoboe mecmo omeodumcs Oua2HOCMUYECKUM KpUmepUsIM Krac-
cuyeckol 2anakmo3emuu, KITUHUYEeCKo20 U bUOXUMUYeCcKo20 8apuaHmos 3abonesaHus. Paccmampuearomcs ocobeHHocmu rnpose-
0eHusi HeoHamarbHO20 CKPUHUH2a HOBOPOXOEHHbIX Ha 2anakmosemuro. [Mpusodsmcesi knuHuYyeckue ocobeHHocmu 3aboneeaHusi u
omodarneHHble nocredcmeus. 3aocmpsiemcs 6HUMaHue Ha Hauboree yacmbix Mymauyusix 8 2eHe npu 2anakmoaemuu. Obcyxdaromes
soripockl dughghepeHyuansHol duazsHOCMUKU, le4eHUs MaHugecmauyutl, ocrioxHeHul 3abornesaHus, op2aHu3ayuu u rnposedeHus
Auemomeparnuu. [1o0pobHO ocsewaromes npoghunakmuyeckue Mepornpusmus, npoaHo3 3abonesaHusi u ducnaHcepusayusi emel ¢
2anakmo3gemued.
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The article reviews the treatment tactics of children with galactosemia. The epidemiological data and the disease classification
are presented. Special emphasis is made on the diagnostic criteria for classic galactosemia, clinical and biochemical variants of the
disease. The features of neonatal screening for galactosemia in newborns are discussed. The clinical features of the disease and
long-term consequencesare presented. The most frequent gene mutations in galactosemia are highlighted. We discuss the differential
diagnostics, manifestations treatment, disease complications, organization and implementation of diet therapy. Special attention is paid
to the preventive measures, prognosis and clinical examination of children with galactosemia.
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ManakTo3eMmnss — 04HO U3 Hanbosiee pacnpocTpaHeH-
HbIX PacCTPOWNCTB yrneBoaHoro obmMeHa, KpaiHe onac-

TaTax nporpaMmMmbl CKPWUHWHIA HOBOPOXAEHHDbIX,
yacTtoTa KaacCUM4YecKoW rasakTo3eMum CcocTaBs-

HOe ANS XWU3Hu pebeHka B nepnos HOBOPOXAEHHOCTH.
DTO HacneAcCTBEHHOE ayTOCOMHO-peueccnBHoe 3ab6o0-
neBaHue, Npyv KOTOPOM B OpraHu3Me HaKanamBaeTcs
n36bITOK ranakTosbl 1 ee Metabonutos (ranakrosa-1-
docdaTta n ranaktutona) [1, 2]. Bnepsble ranakrose-
Muto onmncanm Masonand Turner B 1935 roay [3].

AnuaeMmuonorma

B cpeaHeM 4acTtoTa ranakTo3eMuMuM COCTaBns-
et 1 cnydyanm Ha 40000-60000 HOBOpPOXAEHHbIX,
pexe AaHHoe 3aboneBaHuMe BCTPeYaeTCs B HEKO-
TOpbIX CcTpaHax A3umn. OCHOBbIBasiCb Ha pe3yJb-

ngaet 1:48 000 [4]. B UpnaHoun oHa onpepens-
eTca Kak 1:16476 [5]. Ecnm B kauyecTBe AMarHo-
CTUYECKUX KPUTEPUEB WCMOMb3YKTCA pe3ynbTaTbl
onpeaeneHns akTUBHOCTM depMeHTa rasakro3a-
1-dbochaTtaypuanntpaHchdepasa (FANT) sputpo-
unToB (MeHee 5% KOHTPONIbHOWM AKTUBHOCTU) U
KOHUEeHTpauunaranakrtosa-1l-docdarta aputpountos
(bonee 2 Mr/an), To oueHKa 4yacTOTbl ranakrtose-
MUK yBenumumeaeTca n gocturaet 1:10000. YacToTa
KAMHMYECKOro BapuaHTa ranakrto3eMmm cocTaBns-
eT 1:20000 n oueHMBaeTCsa NO HAJIMUYUIO reHoTuna
Serl35Leu/Ser135Leu [6].
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Mo AaHHLIM MaccoOBOro CKPUHWHIA HOBOPOXAEHHbIX
B Poccuu, yactoTa ranaktosemMmm coctasnseT 1:16 242
[7], B 2012-m — 1: 20149. Pe3ynbtatbl HeoHaTasb-
HOr0 CKpUWHUHra 3a nepwuon 2006-2008 rr. no3sonu-
NV npeaBapuTesibHO OUEHUTb 4YacToTy rajnakTro3eMuu
cpeav HOBOPOXAEHHbIX AeTen KpacHoaapcKoro Kpas:
1:19340, knaccuyecknit BapuaHT — 1:58021, BapmaHT
Oyapte 1: 29010 [8]. YacToTa ranakto3eMmm B HEKO-
TOpbIX pernoHax n deaepanbHbIX oKpyrax Poccuiickomn
denepaumn npeacrasneHa B Tabnmuax 1, 2 [8].

3Tnonorusa n natoreHes

B ocHoBe 3aboneBaHns nexart MyTauuu reHos dep-
MEHTOB, y4acTBYylOWMX B MeTabonm3Me ranaktosbl —
MOHOCaxapuaa, BXOAALEero B COCTaB 1akTo3bl (MO0Y-
Horo caxapa). PasBuTne runepranakrosemMmmn CBA3aHO
C HeOCTaTOYHOCTbIO Tpex epmeHTOoB [1]: ranakroso-
1-docdatypuanntpacHdepassl (FAJIT, UM3BECTHbIN
Takxke kak G/G), ranaktokuHasbl (FAJIK) v ypuanH-
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ranaktosy W rnwkoso-l-gocdart. depMeHTATUMBHbIE
peakuMn NpoTeKaloT B LMTOMNIasMe KIeTKN U U3BECT-
Hbl NO4 Ha3BaHueM nyTu Leloir metabonusma ranak-
TO3bl.

Korpa akTtuBHOCTb (pepmeHTa TANIT saABnserca He-
AOCTaTOYHOM, MPOMUCXOAUT HaKoMjeHue ranakrosa-1-
docdarta, ranakrosbl U ranakTutona B 3puTpouumTax,
KJIETKaX MeYeHn 1 Apyrux TKaHax. [anakturon, Bavas
Ha OCMOTUYECKME NpOLECCh, Bbl3blIBAET OTEKM pas/iny-
HbIX K/IETOK W TKaHeWn, CONpoBOXAaloLWMe UxX nopaxe-
HMeM. Hanpumep, B pe3y/sibTaTe OTEKa BOJIOKOH XpYy-
CTaJInka MOXeT pa3BUTbCA KaTapakTa. TOoT Xe caMbli
npouecc B KfieTKax rosioBHOro Mo3ra cnocobcresyeTt
HabyxaHWio HEeNpoHOB C (POpMMPOBAHMEM MCEBAOTY-
MOpPO3HOro npouecca [9111].

Knaccndbumkauma ranakrosemum. B ocHoBy co-
BpeMeHHON Knaccudukauum ranakrtosemumm [13] no-
NOXEeH 3Tuonornyecknit npuHuun. CornacHo 3ToW

andochat(YO4dD)-ranakrozo-4-anmmepasbl (FTANN3) knaccudumkaumm CyLecTBYET TPU TUMNa rasiakTto3eMmu,
(puc. 1, 2). B 3aBMCUMOCTU OT mMetowerocs y 6onbHoro gedekrta

OepmeHT TAJIT KaTanusupyetr npeBpalleHUe O[HOro U3 Tpex OCHOBHbIX (DEpPMEHTOB, y4acTBYHOLWMX
ranakTtosbli-1-¢pochata wu YOO-rnwokosbl B YOD- B MeTabonmiaMe ranakto3bi:

Ta6bnuua 1.

YacToTa ralakTo3eMumn B HEKOTOPbIX pernoHax Poccuiickon depepaunmn (CBoagHble AaHHbIe MO Ma-
Tepuanam VI Cre3aa Poccuiickoro obuiectsa MeAUMLIMHCKUX NFrEHETUKOB)

PervioH P® YacTtoTa ranaktosemMuu

MockBa 1:9033
KpacHoaapckuin kpa 1:40277
XMAO-IOrpa 1:67650
CeepanoBckas obnactb 1:87000
YamypTckasa Pecnybnuka 1:36925
Pecnybnuka CeBepHasa Ocetus — AnaHus 1:6296
Yacrtota B PO B 2008 r. 1:36925
Ta6bnuua 2.
Pe3ynbTaTbl MAacCOBOro CKpMHMHIra HOBOpPOXAEHHbIX Ha rasakrosemmio B Poccuu B 2012 roay

Kon-Bo HOBOPOXAEHHbIX KonuuecTtBo 60/bHbIX

QepepanbHble
e obcrenonanmo | OSeneaosano | G| ERRIC | o narosenin

LeHTpanbHbI 444290 441841 99,45 21 1: 21040
CéBepo-3anagHsbiit 166258 166197 99,99 15 1: 11079
FOXHbI 172704 171783 99,47 2 1: 85891
CeBepo-KaBkasckum 162505 149572 92,4 3 1: 49857
MpUBOIKCKIIA 393926 390961 99,25 19 1: 20576
Ypanbckuii 183545 183435 99,90 11 1: 16675
Cunbunpcknit 282997 281377 99,43 18 1: 15632
JanbHEBOCTOUHbIN 86534 85347 98,63 4 1: 21336
g"e‘fgpﬁa‘:ﬁ;‘ 1892759 1873941 99,01 93 1: 20149
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I. NanakTo3emus I TMna (BKAKOYaAET KNacCUYECKUN,
KIIMHUYECKUA N BUOXMMMYECKNIA BapuaHTbl 6051e€3HM)
— nepBas onucaHHasa u Haubonee vactas dopma 3a-
6oneBaHus, obycnoBfeHHass MyTauMen reHa, Koampy-
towero depmeHT F'ANT.

PucyHok 1.
MeTa6onuam ranakrossbl (Leloir)

-
The Primary Enzymes of the
Galactose Pathway
a-D-galactose é Galactose 1-phosphate
* —— *
ATP Galactokinase ADP
Galactose 1-phosphate é UDP-galactose
+ ’ +
UPDglucose Galactose 1-phosphate D-glucose 1-phosphate
uridyltransferase
UDP-galactose —_— UDP-glucose
UDP-galactose 4'-epimerase
PucyHok 2.

MeTa6onuam ranakrosbl, aedpuumnt GALT

I1. Fanakto3zemus II TMna — mMeHee yactas dpopma um
6onee 6naronpuaTHas Bbi3BaHa AedEKTOM reHa, Ko-
TOpbIN KOAMPYET PepMeHT ranakTokmHasy unm FAJIKE

ITI. Nanaktosemusa III Tuna — pepkas ¢opma mn 06-
ycnoeneHa gedektoM reHa, kogupytouwero gepMmeHT
ypuann-andocdaTt-ranakroso-4-anmmepassl  (FAJ12)
(aedwvumnt FANS namn sanumepassbl).

AvarHocTtuka ranakrosemMmu. [lnarHos Knaccu-
YECKOW rasakTo3eMum U KIMHMYECKOro BapuaHTa ra-
NaKTO3eMUN yCTaHaB/MBaeTcs nNpu obHapy>XeHuu no-
BbILWEHHOW KOHUEHTpauun ranakroso-1-gocdata apu-
TPOLUTOB U CHMXKEHUUN (PepMEeHTATMBHOM aKTUBHOCTU
ranakto3o-1-gocdaT ypuanntpaHcdepasbl 3puTpoumn-
TOB M MPW HaM4YMK MyTauuii B FOMO3UTOTHOM COCTOS-
HUKN B reHe GALT, KOTOpbI KOAUPYET 3TOT (hepMeEHT.

MpakTnyeckn 100% petert C KNACCMYECKUM WU
K/IMHNYECKUM BapuaHTaMn ranakrto3emmm MoryTt 6biTb
obHapyXeHbl NpM HeoHaTaJIbHOM CKPWUHWHIE, OA4HaKO
OeTN C KIIMHMYECKUM BapuMaHTOM rasakro3eMmn MoryT
6bITb MponyLeHbl, ecnn U3MepseTcs TosbKO 06wwunin
YPOBEHb rasakTo3bl B KPOBU M HE OLeHMBAeTCs aKTUB-
HoCTb bepmeHTa FAJIT 3pnTPOLMTOB.

Knaccmyeckyto ranakto3eMuio U KIMHUYECKUA BapuaHT
rasiakTo3eMmMm MOXHO 3arnofo3puTb B CIEAYHOWMX Clydasix:

® Y HOBOPOXAEHHbIX C MOJIOXUTENbHbIMU pe3ysibTa-
TaMu CKPUHUHIA;

® Yy HOBOPOXAEHHbIX C 60NbHBIMX CMbcamu n/mnm nme-
IOLWMX 3THUYECKYHIO NPUHAANEXHOCTb BbICOKOIO PUCKa;

e y MNIaAeHUEB, AETEN MM B3POC/bIX C CUMATOMaMu,
YKa3sbIBaloWMMM Ha KNACCUYECKUI WU KINHUYECKUIN
BapuaHT ranakro3eMumu.

HeoHaTasibHbIA CKPUHMUHI HOBOPOXAEHHbIX.
ONns CKPVMHWHra HOBOPOXAEHHbIX WMCMOSIb3YETCa He-
6onbllOe KOIMYECTBO KPOBM, C MOCMeAylownm onpe-
AeneHnem obllero cogep>xaHus ranakrtoso-1-gocdarta
3PUTPOLMTOB U KOHUEHTPaUUW raaakTo3bl B KpoBU u/
WIn akTMBHOCTM cbepMmeHTa M'AJIT B apuTpoumTax.

Galactitol
Galactonate
Galactose Aldose Reduciase
dehydrogenase

Galactose <«{-- Glycoconjugates --}(G-Iucos)

Sorbitol
dehydrogenase

A

Sorbitol

Fructose

Glucose-6 _ Glucokinase
Galactokinase ‘ﬂ k:‘ phosphatase * + {hexokinase)
g / b (Glucose-6-P
(Galactose-1-P) ! “‘. ¢ Phophoglucomutase
Galactose-1- 3 Glucose-1-P . Glycogen phosphorylase
hosphals UDPGlucose
uridyltransferase / pyrophosphorylase X @_chogsb
éualacb < »  UDPglucose o
3 Glycogen synthase
UDPGalactose 4-Epimerase

NEAWATPUA
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Cnepnyet OTMETUTb, 4TO TrOCyAapCTBEHHble Mpo-
rpaMmMbl Af19 CKPUHWHIra HOBOPOXAEHHbLIX OT/IMYaloT-
CA B pas3HbIX cTpaHax. Hanpumep, B nporpamme New
England NBS, cHayana usmMepstoT obliee KOANYECTBO
ranaktosbl B KpOBW. [MONOXWUTENbHBLIM pe3ybTaToOM
ONS ranakto3eMmun asnsieTcs o6wuin ypoBeHb ranak-
TO3bl B KpoBu 14,5 mr/an. OgHako ecnn ee 3Ha4yeHue
Bblle 5 Mr/an, To Bceraa BbINOSIHSAETCA hepMEHTHbIN
aHanus sapuTpounToB c onpeaeneHnem MAJIT. Ecnu ak-
TUBHOCTb pepMeHTa HMxe 30 eanHuL/yac, TecT Ha ra-
NaKTO3EMUIO CUUTAETCSH MOJSIOXKUTENbHBIM, AaXe ecsn
o6WwKnin ypoBeHb ranakto3bl coctaBnser ot 5 go 14,5
Mr/on. Knaccuuyeckasi ranakTo3eMusi permcrpupyet-
csa y geten npaktunyeckn B 100% cnyyaeB B CTpaHax,
KOTOpblE€ BKKOYAKT TECTUPOBAHWE Ha rasiakTo3eMuioB
CKPUHWHIEe HOBOPOXAEHHbIX. KIMHMYeCKuii BapuaHT
ranakrtosemum 6yaet obHapyXeH TONbKO Mpu npose-
AeHunn depMeHTHOro aHanusa sputpountos [14, 15].

Cnenyet NOMHUTbL, YTO B OXXWAAHUWN pe3yNbTaToB CKpU-
HMHIA HOBOPOXXAEHHbIX MPW PpaHHMX Npu3HaKax 3abone-
BaHMS BPayun A0/KHbI 6bITb FOTOBbI K ANETUYECKOM KOp-
peKuMn 1 yaaneHuio NakTosbl U3 NuTaHus geten. Ecnu
KJIACCUYECKYI0 ranakTO3eMUID HE Jie4ynTb, BO3MOXHO
pasBuUTME cerncmca u LWoKa y HOBOPOXAEHHOMO C nocne-
AYIOLWMM NEeTanbHbIM UCXOA0M A0 BOCbBMOMO AHS XXWU3HMW
pebeHka. Mpn COMHUTENbHbIX pe3ynbTaTaX CKPUHMHIa
HOBOPOXXAEHHbIE AO/IKHbI NOSyYaTb NMMTaHME Ha OCHOBEe
cown. Nocne Nepsoro NOAOXUTENBHOIO pe3ynbTata CKpu-
HWHra, AMarHo3 K/acCUYecKoro Wi KJIMHUYECKOro Ba-
pvaHTa rasakro3eMum MNoATBEPXAAETCS MOJSIEKYNSPHO-
reHeTUYeCcKMMn nccnesoBaHuamm [16].

HeoHaTtanbHbIVi CKPUHWHI HOBOPOXAEHHbLIX W AMna-
rHoctmka B P®. Ha ocHoBaHunm npukasza N° 185 ot
22.03.2006 roga Munusgpascoupassutng PO «O macco-
BOM 06CnefoBaHnM HOBOPOXAEHHbIX AeTel Ha Hacnea-
CTBEeHHble 3aboneBaHusa», MaACCOBbI1 HEOHATasIbHbIN
CKPUHWHI Ha rasiakTo3eMuio MNpoBOAAT Ha 4-e CyTKu
KM3HU OOHOLWEHHbIM HOBOPOXAEHHBIM U Ha 7-& CYTKM
XXU3HN — HeaOoHOLWeHHbIM aeTaM. OnpeaeneHve ypos-
HA ranakrtosbl — ranakrto3a + [LOYT — B cbiBOpOTKE
KPOBW MPOBOAAT C MOMOLWbIO (HDyOpeCcLeHTHOro MeTo-
Aa. MNMpu nokasatensx obuwen ranaktosbl 7 Mr% u Bbilwe
OCyLLecTB/sIeTCA NOBTOPHOE nccnenosaHue (tabn. 3).

Tabnuua 3.
OueHka pe3yJ/ibTaTOB HEOHaTaJIbHOr0 CKPUHUH-
ra Ha raJlakKto3eMuiIo

YpoBeHb 06L1en ranakTosbl
FEE T B CbIBOPOTKe KpoBU (Mr%)
OTpuuaTenbHbI MeHee 7
MorpaHnyHbI
(TpebyeTcsa noBTOpHOE 7-10
nccnenosaHme)
MonoxnTenbHbl Bonee 10

Mpn NonyyYyeHMU NONMOXUTENbHbIX Pe3y/bTaTOB He-
OHaTa/IbHOrO0 CKPUHWHra Ha3HadaeTca AueToTepanus,
OLHOBPEMEHHO onpeaensieTca akTUBHOCTb depmeHTa
I, ®YT 1 NnpoBoAMTCA MONEKYNSAPHO-FEHETMYECKoe 06-
cnepoBaHume.

Mokasarenu ranakroso-1-cgocdara spurpoumn-
TOB U cBO60AHOM ranakrtosbl [17, 18]

— 1py KJ1aCCUYECKOM rasiakTolemMmm

e ypOBEeHb ranakrto3o-1l-docdaTaspuUTpounToB MoO-
XeT 6bITb Bbiwe 120 Mr/an, HO, Kak npaswsio, B ne-

W

puoge HoBopoxaeHHocTn 6onee 10 mr/gn. Ecnn na-
LMeHT HaxoamTca Ha 6e3nakTo3HOW AMeTe nly4daemblin
rnokasatenb 6onbwe vnu paseH 1,0 mr/an (nNpu HopMe
MeHee 1 mr/an).

e cBo60AHas ranakTosa B nsasmMe KpoBU, KaK npasu-
no, 6onee 10 mr/gn, Ho MoxeT 6bITb M Bbiwe (90-360
mMr/on wnn 5-20 MMonb/n).

— MNpU KIMHMYECKOM BapuaHTe ranakrto3emMum

e YypOBEHb ranakto3o-1-docdaTt 3pMTpoUMTOB, Kak
npasuno, 6onee 10 mr/an. Npu cobnogeHnn 6esnak-
TO3HOM AMeTbl OH MeHee 1,0 Mr/an (Npy HOpManbHbIX
rnokasartensix MmeHee 1 mr/an);

e cBo60OAHas ranakTosa B nsiasamMe KpoBu, Kak npasu-
no, 6onee 10 mr/gn, Ho MoxeT 6bITb M Bbiwe (90-360
mr/an wnan 5-20 mmonb/n);

— Npu 6MOXNMMYECKOM BapuaHTE rasiakto3eMum

e ypoBeHb ranakto3o-l-docdart 3puTpouMTOB, Kak
npasuno, 6onee 1 Mr/an n MoxeT 6bITb Bbilwe 35 Mr/
an. Korga naumeHT HaxoguTtcs Ha 6e3nakTo3HOW au-
eTe, perncTpmpyeTcs CHUXXeHWe AaHHOro nokasaTtens
MeHee 1 mr/an.

Mokasarenun ranakroso-1-c¢ocdara ypuaun-
TpaHcdepasbl (FAJIT) B apuTpoumTtax [17, 18]

® [PV KJ1aCCUYECKOM TSXKEJI0M rasiakTo3eEMMUMN aKTUB-
HocTb pepmeHTa FAJIT 3pUTPOLNTOB OTCYTCTBYET MU
ABNAETCSA eABa Y/I0BUMOM B 3pUTPOLUTAX U MEeYeHu;

® [IpU K/IMHNYECKOM BapuaHTe rajakTo3eMmny akKTuB-
HOoCTb pepMeHTa AT 3pUTpOUNTOB MOXET bbITb OT 1
0o 10%, oaHaKo B HeEKOTOpbIX nonynsumax (Hanpu-
Mep, Y adbpoamMepumKaHueB) C HaMYMeM rmnomMopdHbIX
annenen, B ToM uucne Ser135Leu/Ser135Leu, akTue-
HOCTb pepmeHTa M'AJTIT 3pUTPOLMTOB MOXET OTCYTCTBO-
BaTb unu 6bITb egBa ynosMMon. B otnnume oT atoro
B MeYeHW aKTUBHOCTb MNpeAcTaB/ieHHOro depMeHTa
Bblle N MOXeT cocTanATb 10% OT KOHTPO/IbHbIX 3Ha-
YeHun;

® 11py GBUOXMMUYECKOM BapuaHTe raaakrozemmmy (n3-
BECTHOM Kak BapuaHT yapte D, nnu G/N)ocratouyHas
aKTMBHOCTb hepmeHTa MAJIT 3pnTpOLMTOB, KaK npaBu-
no, 6onee 15%, B cpeagHeM — 25% OT KOHTPOJIbHbIX
3HAYEeHUN.

Jl0 cux nMop HeT eaMHOro MHEeHMs B OrpaHUYeHnmn ra-
NaKTo3bl Y AeTel rpyAHOro M paHHero Bo3pacTa npwu
BapuaHTe [yapTe. MNocne nprvema nakTo3bl NPOAO/IKA-
€TCcs HakonneHue meTabonuTa ranakto3o-1-docdara,
HO, Kak npaswufio, 6e3 hopMMPOBAHUA OCNOXHEHWUN
[19]. YacTble MyTaumm Npu ranakTo3eMmn y naumeH-
TOB, NpoXuBawLwWmnx B Poccumn, onpegensanuce E.1O. 3a-
xaposown (2013) [20].

KnuHuueckana kapTuHa ranakrosemum I tuna

Knaccunueckas ranaktoseMmus — Hanbosnee Tsxenas
¢dopMa HapyweHns metabonmama ranakTosbl, Npu Ko-
TOPOM pa3BMBAOTCA OMaACHble ANS XWU3HU OC/IOXHEe-
HWUA, BKOYasa 3a4ePXKY pa3BUTUS, TUMOTINKEMUIO,
renaTouesJIloNsapHbIE MOBPEXAEHUS, remopparunye-
CKMIM aumaTte3 un xenTtyxy. PoauTtenu 4acto npeabss-
NAT Xanobbl Ha TPYAHOCTU KOPMJIEHUS 3TUX AETeN,
Yy KOTOPbIX 4aCTO BO3HMKAeT pBoTa. MnaaeHubl, Ha-
xoAslWwmeca Ha gneTte, NIoxo HabupatloT Maccy Tena.
OCHOBHble K/IMHWUYECKNE MNposABIEeHUS 3TOW GOpMbl
3aboneBaHns npeactaBneHbl B Tabnuue (tabn. 4)
[21].

Yepe3 HeckoNbKo AHeN nocne ynotpebneHus rpya-
HOrO MOJIOKa WM CMeCel, coaepiKaliux flakToly, Mo-
XKeT pa3BUTbCS CENCUC, BbI3BAHHbIM KMULIEYHON nasou-
KOM, LWOK M HacTynUTb CMePTb. Y BbDKMBLUUX MAaAeH-
LeB, KOTOpble MpPOAO/HKAKT MOJy4vaTb JlakTo3y, pas-
BMBAeTCs Cepbe3Hoe MOBpeXAeHMe roSI0BHOro Mo3ra
[23]. KpoBou3nusHue B CTEK/IOBUAHOE Te0, MpPUBO-
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Ta6bnuua 4.
KnuHnuyeckune nposiBIeHUA NpyU K1aCCUUYECKOMW rasnakrosemMmmn*
KnuHnyeckne nposasneHus/ 8 8
i G YacrtoTta (%) MpumedaHue (nokasatenu, %)
XKentyxa (74)
FenaTtomeranus (43)
FenatouenntonapHbie 89 AHOManbHas neyeHo4Hble Npobel (10)
rnoBpexaeHuns HapylweHus ceepTbiBaeMoCcTn Kposu (9)
Acunt (4) (MoXeT 06HapyXuMBaTbCs C MepBbIX AHEN
XKU3HU)
PeoTta (47)
MuweBas HeNepeHoCUMOCTb 76 [Onapes (12)
HapyuweHus annetunta (23)
3apepxKa pocTta 29
Bsanoctb 16
Cynoporu 1
KuweyHasa nanoyka (26 cnyyaes)
Klebsiella (3)
Enterobacter (2)
Cencuc 10 Staphylococcus (1)
Beta-cTpenTtokokk (1)
StreptococcusdekanbHbii (1)

lpumedaHue: * — pe3ynbTatbl 06cae40BaHns 270 HOBOPOXKAEHHbIX [22]

asulee K crnenoTe, ABASETCS U3BECTHbIM OCNIOXKHEHNEM
raslakTo3eMumm, XoTa ero pacnpoCTpaHEHHOCTb OCTaeT-
CSl MO-MpPEeXHeMy HensBecTHon [24].

UHTEennekTyasabHoe passutue. [lpoBeaeHHoe Wuc-
cnepoBaHue rnokasasno, 4Tto u3 177 nauueHToB Le-
CTUJIETHEro BO3pacTa C rajakTo3eMuen, MMeLWmnxX
HopMarnbHoe HIP, y 45% 13 HUX c BO3pacToM Habto-
[anocb CHMXeHue rnokasaTtenen IQ. WccnepoBaHus,
npoBeaeHHble B oNaHAMKM, yKasbiBaau Ha Haau4duve
cybHOpManbHbIX MokasaTesien no3HaBaTesIbHOW Aes-
TeNbHOCTM Y 60/IbHbIX Pa3/IMYHbIX BO3PACTHbLIX rpymnn
[25, 26].

PeyeBbie npobnembl oTMevanucb B 56% (136/243)
c/lyyaeB y MU B BO3pacTe Tpex sieT u ctapuwe. bonee
yeM y 90% nauymeHTOB C npobnemamu peyun onucaHbl
CHMXXEHNA CNOBApHOro 3anaca W HapyleHus apTu-
Kynaumun. [pu Meauko-negarorMyeckon Koppekumu
yJlydlleHne COCTOSIHUS peyeBoro passutus Habnwpa-
nocb y 24% peteit. B apyrux pabotax peyesblie npo-
6nembl BbiSBNAIUChb y 44% obcnenyemblx C ranakro-
3emument, npuyem 38% M3 HUX UMENN pasnnyHble pe-
yeBble nMpobnembl, B TOM yucne anpakcuto peun. [e-
deKTbl peuun ABNSASINCb HEOAHOPOAHbIMM, BKOUYAs Kak
LeHTpanbHble aedeKTbl, TaKk U1 MOTOPHbIE OTKJ/IOHEHUS
MU pas3BMBanUCb C TedeHWeM BpeMmeHu. CnepyeTt oTMme-
TUTb, YTO MCMXMYECKoe pa3BuTue n KoadpdbuumneHT IQ
y My, C HapyWeHNAMN peyn, OKasanamcb 3HAYNTESTbHO
HMXe, YeM Yy MauneHTOB C HOpMasbHOM peybto. BmecTe
C TeM HekoTopble 60nbHbIE € NpobaeMamMn peun nmenm
CpefHMe MnoKasaTenn WHTe/NIeKTyallbHOro pa3BuTuUS
[27-33].

JABuratenbHas yHkuyms. Y 18% nuvy ctapwe nstv
NeT cTpajana TOHKasi MoOTopuKa, oTMeYanucb npobne-
Mbl C KOOpAMHaUMehn M MoXopKouh. Tsxenas atakcus
3apernctpmpoBaHa y ABYX MOAPOCTKOB. Y B3pOC/bIX
MposBASANMNCL TPEMOP, AN3aPTPUs, MO3XKEYKOBas aTtak-
cus 1 anctonus [34, 35].

QOyHKUMS 1Mos10Bbix xene3. U3 47 neBoyvek N XeHLWUH
81% wumMenn npusHaku GOpPMUPOBaHUSA npexaespe-

MEHHOW HeaOoCTAaTOYHOCTU AUMYHMKOB. CpeaHWin BO3-
pacTt MeHapxe— 14 neT, B Anana3oHe OT AecATn A0
18 net. BoceMb 13 34 XeHLWMWH B BO3pacTe cTtaple 17
neT UMenu ameHopeo. Y 60MbLWMHCTBA XKEHLMH OTMe-
Yyanacb 0O/IMroMeHopes U BTOpMYHas aMeHopes B Teye-
HWEe HECKONbKUX NeT MeHapxe. M3 17 XeHLWWH TOoNb-
KO Yy NATW cTaple 22 neT Habnwogancs HopManbHbIM
MeHCTpYanbHbIA UMK, Y ABYX XEHLWMWH, POAUBLUNX B
Bo3pacte 18 u 26 neT, HMKoraa He 6b110 HOpMasbHbIX
MeHCTpyanbHbIX NepnogoB. Bbino ycTaHOBAEHO, 4TO
pa3BuUTUE npexaeBPEMEHHON HeAoCTaTOYHOCTU SnY-
HMKOB Y XEHLMH C rasakto3eMuen BoO3H1KaeT npu Ha-
JINYNU FOMO3UIOTHOCTM No MyTauuu p.GIn188Argunu B
Cryyae cpefHero coaepxaHusa ranaktosa-l-cdocdarta
sputpoumtoB 6onbwe 3,5 mMr/on Ha ¢doHe Tepanuu
[36-39].

HopManbHble KOHUEHTpauum TecTocTepoHa W/vuam
ONNNKYNTOCTUMYINPYIOLLErO FOPMOHA, a Takxe flTe-
WHM3UPYIOLLEr0 rOPMOHA B CbIBOPOTKE KPOBM 3aperun-
CTPMpOBaHbl Y My>X4uH. B nutepatype eCcTb HECKO/IbKO
COOBLLEHMN O MYXYMHaAX C KIAacCMYECKOM ranakrose-
MWen, KoTopble CTanu oTuamu. He oTMeyeHo CTpyKTyp-
HbIX @HOMa M PasBUTUS B MYXXCKOM pPeENnpoayKTUBHOM
cucteme, Kotopble npueenun 6bl Kk 6ecnnoguto. MNMpeasa-
puTenbHble AaHHble yKa3blBasv Ha MOBLILWEHHY pac-
NPOCTPaHEHHOCTb KPUNTOPXM3Ma W Manbli 06beMoM
cnepwmsbl [40].

Poct. Y nauueHTOB C ranaktosemueln Habnwoganacb
3HauynTenbHaa 3ajep)xKka pocTa B AETCTBE W paHHeW
FOHOCTU. Y B3POC/bIX OKOHYaTe/bHbIE MoKasaTtenu po-
CTa OKasanucb B npejenax HoOpMasbHOro AuanasoHa.
Mpu 3agepXKe NOS0BOro pasBUTUSA aKTMBM3aLKNS pocTa
npoucxoamna TOSIbKO B MNO34HEM MOAPOCTKOBOM BO3-
pacTte. CHMXeHWe pocTa BO3MOXHO CBA3@HO C HU3KWUM
YPOBHEM MHCYMHonoaobHoro daktopa pocrta 1 [41].

Katapakta perunctpupoBanacb B 30% u3 314 wuH-
AnBuayymoB. [oyTW NONOBMHA Cly4YyaeB KaTapakThbl
OMUCBIBANUCh KaK «MArKne», «nepexogHble» Uan «He-
OHaTaNbHble» U MUcYe3anu Npu NpUMeHeHun neyebHo-
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ro NMTaHus. TONbKO BOCEMb MALUWEHTOB HYXAANUCb B
XUpYypruyeckom nevenmm [42].

FeHgepHble pasznyms. [anakTo3eMmss OAUMHAKOBO
4acTo BCTPeYaeTCs KaK y AeBoYeK, Tak U Yy Masnbuu-
KOB. [MaumMeHTbl XXEeHCKOro nona umenu 6onee Huskue
cpefHue nokasaTtenun IQ, yem nMua My>XCKOro rnosna B
BO3pacTe cTapue gecsatu net (p<0,05) u umenun 6onee
HM3KWEe 3Ha4YeHUs CpefHUX nokasaTenen pocTta B BO3-
pacte ot natm go 12 net (p<0,05), HO He oTiMYanuco
Nno MOTOPHbIM nNpobnemam nnu 3agepxknm peun. OgHa-
KO accoumnaumsa npobnem, CBA3@HHbIX C WMHTENNeKTy-
anbHbIM Pa3BUTUEM, PeYblo U ABUTraTesIbHOM DYHKLUM-
el MOXeT yKa3blBaTb Ha HEBPONOrMYECKYO NaToN0r1Io
[26 ].

OTaaneHHble OCNOXKHeHUA. [l0/roCpoyHble pe-
3yfnbTaTthl Yy AeTen cTapliero Bo3pacTa M B3POCbIX C
K/TaCCUYECKOW ranakTto3eMmen CBUAETENbCTBYIOT O
BO3MOXHOCTW Pa3BUTUS KaTapaKTbl, 3a4epXKu u ge-
deKToB peun, OTCTaBaHWs B POCTe, HEeCnocobHOCTu
K 06y4YeHMt0, KOFHUTUBHbIX U WHTENNEKTyalbHbIX Ha-
pYLWEeHWUN, Hannuum HeBposiornyeckoro geduuunta
(BKOYasa TpeMop, AUCTOHMIO, SKCTpanMpaMmaHble Ha-
pyLeHns C aTakcMen) u npexaeBpeMeHHONn HeaocTa-
TOYHOCTU SAMYHUKOB Aaxke MNpu paHHEen U ajeKBaTHOM
Tepanun. [lpoBeAeHHble WCCNefoBaHUA CcBuaeTeNb-
CTBOBa/IN O CHMXXEHUW KAYeCTBa XXWU3HWU Y B3POC/bIX C
KN1AaCCUMYECKOMN ranakTo3eMUn MO CpaBHEHMUIO C Nuua-
MU, UMelWwnMU peHnnKeToryputo [32, 43, 44].

OnuntenbHoe peTpocnekTuBHoe obcnegosaHne 270
NauneHTOB C KlaCcCM4eCcKol rasaktosemMmnern nokasarsno,
yTo H6e3ranakTo3Has AneTa He NpeAoTBpaLLaeT pasBu-
TWe NO34AHMX OCNOXHEHUN 6onesHn, BKAKYAKOLWNX Mo-
pa)keHMs1 HEpBHOWM CUCTEMbI U SMYHMKOB [22]. CnenyeT
OTMETUTb, YTO MPOSIBIEHUS OAHOM0 WN HECKOJbKUX
OCNOXXHEHWUN MOTrYT MEHATbCA Aa)ke cpeaun Naemn C oa-
HMM M TEM XXe reHOTUMOM, CBA3aHHbIM C KJlaCCUYeCKOM
ranaktosemuen [25, 26, 30, 34, 45, 46].

MpununHbl HE3PEKTUBHOCTUN AMETHI C OFpaHUYEHNEM
raslakTo3bl B OTHOLWEHWW OTAANIEHHbIX NPOSBAEHNI 3a-
6oneBaHusa ocTatoTCcsa HeACHbIMWU. Onsg 06bACHEeHUs He-
YAOBJIETBOPUTENbHbIX pe3ynbTaToB S1IeyeHnsl 61710 Bbi-
CKa3aHO HEeCKOJIbKO rmnoTe3, OCHOBAHHbIX Ha Moucke
OOMONHUTE/bHbIX NCTOYHWKOB rasiakTo3bl B OpraHusme
M HaKOMJIEHMN TOKCUMYECKUX MPOAYKTOB MPOMEXYTOoY-
Horo obMeHa. MNMpeanonaratoTcs creayowmne NPUYNHbI
HN3KON 3 PEKTUBHOCTN TEpPANUn:

® Hannyme HeboNbLIOrO KONMMYeCcTBa raaakTo3bl B AN-
eTMYeCKUX NpoAyKTax, Co3h4aHHbIX HA COEBON OCHOBE;

e TOKCMYECKOe AelCTBME BbICOKMX KOHUEHTpauumn
ranaktoso-1-gocdaTta;

e Ha/Mume HenogAalroLerocs KOHTPOO MOBbille-
HMe 3HAOrEeHHOro CMHTE3a ranakTo3bl U ranakrTo3o-1-
docdaTa;

e HeAoCTaToO4YHOCTb  ypuannamdocdoranakTosbl,
BO3HMKawLWasa B pesynbTrarte 6noka MAJIT, u, Kak cnea-
cTBUe, aedeKT peakuun ranakrosmnnposaHmsa [18].

KnuHunyeckuin BapmaHT rasakrosemuum I tuna.
Jlvua ¢ KNMHMYEeCKMM BapMaHTOM ranaktosemum I Tuna
MOryT UMeTb HEeKOTOpble XapaKTEPUCTUKWU Knaccuye-
CKOVi rafiakTo3eMumn, B TOM YNC/e paHHee pasBuTHne Ka-
TapakTbl, 3ab0neBaHns MneyeHu, Nerky yMCTBEHHYHO
OTCTaNIOCTb C aTaKCUeln 1 3a4epxxKol pocTta. KnnHuue-
CKMW BapuaHT rasiakTo3eMmn MOXeT NpuBecTn K onac-
HbIM ANS XU3HW OCNOXHEHUAM, B TOM uucne K npobne-
MaM, CBS3aHHbIM C MUTaHNEM, 334EPXKON HEPBHO-NCK-
XMYECKOro pa3BUTUSA, renaTouessIo/ISPHbIM MOBPEeX-
AeHueM (B TOM uymcne UMppo30M) U KPOBOTEYEHMEM Y
AeTel, KoTopble He nonyyanu 6e3nakTo3Hble CMecu.

W

Ecnn petn HaxopaTca Ha 6e3nakTo3HOW AueTe B Te-
YeHune nepBbIX AECATU AHEN XU3HU, TSXesNble OCTpble
HeoHaTaslbHble OC/IOXXHEHUS, KaK MpaBWUIO, MOXHO
npeaoTBpaTUTbL. JlMua € KIMHUYECKMM BapuaHTOM MO-
ryT 6biTb NpoONyLWeHbl NpY NPOBEAEHNUM HEOHATA/IbHOIO
CKPWHWHIa, NMOCKOMbKY FMNepranakTo3eMusi HE CTOJb
BblpaXkeHa Kak Mpu KnaccuyeckoM Tune 3aboneBaHus.
[JaHHasa dbopma 3aboneBaHns Hambosiee 4acTto BCTpe-
yaeTcs y adpoaMepuKaHLEB W KOPEHHbIX XUTesnen
IOxxHON AdpuKkn.

Bbuoxummuyeckuit BapuaHT rasakrolemuu I Tuna.
Buoxnmmnueckunin BapmaHT nnm BapuaHT yapte (Bapu-
aHT D,) ABnseTcs camov pacnpocTpaHeHHoW ¢opMol
rasakTo3eMum, KOTopbIi HE MMeeT K/IMHMYECKOro npo-
ABNEHUSA. B TO >Xe BpeMsi He MpOBOAWIOCH Mepcnek-
TUBHOIO AO0JITOCPOYHOro MCCNefoBaHWs, NOATBEPXKAA-
Iowero, ¢ No3vunM AokasaTeslbHON MeauUUHbI, OTCYT-
cTBue 60ne3HM y Yenoseka c reHotunom D, [940A>G.;
C.-119_116delGTCA]. o cumx nop HeT eaMHOro MHe-
HVWS B OFPaHMYEHUW ranakTo3bl y AeTel rpyaHoro u
paHHero Bo3pacTta npu BapuaHTe [yapTte. lMocne npu-
eMa N1aKTO3bl NPOAO/IKAETCA HakonneHne metabonuta
ranakrtoso-1-gocdarta, HO, Kak npasuno, 6e3 dpopmun-
poBaHWs O0CNoXHeHun [37].

AvarHocTuka ranakroseMumM B nepuvon HOBO-
po>xaeHHocTn [17]

YT106bl YCTAHOBUTbL ANATHO3 KNACCUYECKNIA N KNKU-
HUYECKUA BapuaHT ranakTo3eMun, peKoMeHAyeTcs
cnegywouee:

* NU3MepeHMe KOHLEeHTpauuu ranaktoso-l-cdocdaTta
3pPUTPOLMTOB U ranakTuTosaa B Moye (B aHanam3sax Moum
TaKXXe permctpupyetcs anbbyMnuHypus, no3xe aMmHoO-
aumaypwvs) ans oueHkn 3pdEKTUBHOCTU SIEUEHUS ;

e HeBposormyeckoe obcnesoBaHue M npoBeaeHue
MPT ronoBHoro mMosra (MOryT BbISBASTbCS aHOManuu
6enoro BewlecTsa) Nno NoKasaHUsM;

e odTanbMmonormyeckoe obcnepoBaHue, BKOYas
MCMNOMb30BaHME LWENEBON NaMnbl 4SS NOATBEPXAEHUS
KaTapakTbl;

® WCK/IOYEeHMe renaTouesitloNsapHONn naTonoruum,
0CO6EeHHO Yy NaLUMEHTOB C NO3AHUM fevyeHneM 3abone-
BaHMWS, KOTOpble MOryT 6biTb MOABEPXEHbl PUCKY pa3-
BUTUA UMPpO3a neyeHu(Ha paHHen ctaaum 6onesHu
yacto onpegensietca runepbunupybuHemms, cHauva-
na ¢ npeobnagaHveM HEKOHbBIOIMPOBAHHOIO, 3aTeM
KOHBIOIrMPOBaAHHOIo 6MNMpy6MHA);

e KOHCYy/NbTauusa cneumanucta B obnactm 6moxmmm-
YECKNX reHeTUYEeCKUX HapyLeHUN.

FeHo-dbeHOTUNMUECKHNE KOppensaLum

Mpu ranakTo3eMnn OTMEYATCS 3HaYUTENbHbIE KOP-
penaunm Mexay reHotunoMm m deHotunom. MHdpop-
Maumsa o reHotune M'AJIT no3BonsieT caenaTb MPOrHoO3
TeyeHns 3abonesaHnna[47, 48]. B HacTosAwee Bpems
naeHTuguunpoBaHo 6onee yem 250 GALT myTauun,
KoTOopble 6b1/I 06Hapy>XeHbl MPY CKPUHUHIE HOBOPOX-
AeHHbIX. Hanbonee pacnpocTpaHeHHble MyTauumu, KO-
Topble NpMBOAAT K DOPMMPOBAHMIO Tpex (PeHOTUMOoB,
npeacrasneHbl B Tabn. 5 [49].

MpumepHo 70% annenen y nuuy — BbIXOALUEB U3 ce-
BepHoli EBponbl ¢ geduuutom FANIT npeactaBneHbl
MyTauMen C 3aMelleHWEM aprMHuHa Ha NKTaMUH B
nonoxeHun 188 6enkosor uenn p.[GIn188Arg]. Mo
AaHHbIM E.}0. 3axaposon (2013), aTa MyTauus sBns-
eTcsa Hambonee yactoi y 6onbHbIX PO, coctasnss 75%
[20].

MokasaHo, YTO AOCTOBEpPHbIe reHOTUN-geHoTUN Kop-
pensaunn onpeaenstoTcs Npu KJacCMYecKon ranakTto-
3eMUn C TaKuMm reHoTunamu, kak p. [GIn188Arg] + [p.
GIn188Arg] n cpaBHMBalTCS C KJIMHUYECKON (hopMOii
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Ta6bnuua 5.
Yacrtble MyTaumm B reHe GALT

Knaccuyeckas ranakro3emus

KnnHnyeckuin BapmaHT
ranakrto3emMmmm

Buoxnmmnueckuni BapWaHT raJlaktoseMmmun

p.[GIn188Arg] + [p. GIn188Arg]
(Q188R/Q188R)

p. [Ser135leu] +
[Ser135Leu]

(S135L/5135L)

C. [940A>G; c.-16 119delGTCA]
(4bp 5" del + N314D/Q188R)

p.[Lys285Asn] + [Lys285Asn]
(K285N/K285N)

p.[Leul195Pro] + [Leul195Pro]
(L195P/L195P)

(A5.2 kb del/ A5.2 kb del)

rasakTo3emMum, Npu Hanuunm reHotuna p. [Serl35Leu]
+ [p. Serl35Leu]. Hanpumep, NOYTK BCE XEHLLUMHbI C
reHotunom p. [GIn188Arg] + [p. GIn188Arg] umetoT
npexxaeBpeMeHHY HefoCTaTOYHOCTb SMYHWKOB, B TO
BpeMs KakK y adpoaMepmKaHCKUX >XEeHLWMH C p. [Ser-
135Leu] + [p. Ser135Leu] reHOTMNOM OHa He BCTpe-
vaetcsa [50, 51].

Jlnua ¢ 6BMOXMMNYECKMM BapMaHTOM ranakTo3eMuu,
HanpuMmep, KoMnayHAaHble retepo3nrotbl c.563A>G (p.
GIn188Arg) n D,C [940A>G;. C.-119_116delGTCA]
reHOTUMNOM, OT/IMYAKTCA OT K/1aCCUYECKOro U KINHU-
4eckKoro BapuaHTa ranaktosemMuun. OHM, Kak npasuio,
He MNPOSBNAIOT HMKAKMUX MPU3HAKOB M CMMNTOMOB 60-
NEe3HN N NMEKT TONbKO BMOXMMUYECKME OTKIOHEHUS
[42, 52].

OnddepeHumnanbHbii gnarHo3s [18]. lMpu aud-
depeHUManbHOM ANarHOCTMKe cneayeT UCKYaThb:

e HACNeACTBEHHYIO HemnepeHOCMMOCTb GPYKTO3bI
(oedvunt dpykTo30-1-ocdart anbaonassbl);

e nedmumT ranakToknuHasbl;

¢ nHdeKUMOoHHble 3aboneBaHus;

e OOCTPYKTMBHbLIA BapuaHT Xe4yHOKaMeHHon 60-
ne3Hn, BKAKYAs CUHAPOM Anaxwuns, NporpeccuBHbIN
CEMENHbI BHYTPUMNEYEHOYHbI XonecTas (6one3Hb By-
ler) n pednunT UNTpUHa;

® reMOXpOMaTO3 HOBOPOXAEHHbIX;

e TMpo3nHemmio 1 Tmna;

e apyrve metabonunyeckme 3abonesaHus, BKO4Yas
6onesHb HumaHa-Muka tnn C.

Adepununt ranaktokmHa3bl (GALK) cnepgyet paccma-
TpuBaTb Y 11U, Y KOTOpbIX AMArHOCTUpyeTCs KaTa-
pakTa, OTMe4YyaeTCs MOBbIWEHHAs KOHLEeHTpaumsa ra-
NaKTo3bl B Mjla3Me KpOBW WM 3KCKpeuus ranaktutona
C MOYOW. DTU AEeTU MMEKT HOPMasjabHYI aKTUBHOCTb
depmeHTa GALT 3puTpouMTOB, NPU 3TOM HE NMPOMUCXO-
OVT HakonjeHusa ranakrtosbl-1l-docdat spuTpoumTOB.
Y apyrux naumneHTtoB ¢ gedununtom GALK passusatoTcs
6onesHn UHC. PacnpoctpaHeHHoCTb Aedwuumta GALK
Heu3BeCcTHa, HO, BepOosATHO, MeHblle, 4yeM 1: 100 000.

Adeduynt  snumepasbi  (GALE)  pgonxeH  pac-
cMaTtpuBaTbCa B loAen, Yy KOTOPbIX perncrpu-
pytotca 3aboneBaHuMsi neyeHW, HapylweHus  po-
cTa, NOBbILWAETCAKOHUEeHTpaumnsaranakroso-1-
docdaTaspmTpoumTOB, HO NpPM 3TOM OTMeYaeTcs Hop-
MasibHas aKTUMBHOCTb depMeHTa 3puTpoumtoB GALT.
Ha ceroaHAWHW AeHb TONbKO BOCEMb Nnuu 6bi10 3a-
perncTtpupoBaHo C 3TuM TsxenbiM deHoTunom. Oa-
Hako 6onbwWMHCTBO nuy ¢ gedpuuntom GALE umeroT
6naronpusaTHoe TeyeHue 3aboneBaHUs U HE UMEKT
cnMmnTomoB 6one3Hm BoobLle. DTO 340pOBbie HOBOPOX-
AEeHHble C MONIOXMUTENbHbIM CKPUHUHIOM, YBEINnYeHU-

€M ranakTto3o0-1-dochaTaspnTpoumToB U HOPMaAbHOM
aKTUBHOCTbIO depMmeHTa GALT apuTpoumTtoB. YacTtoTa
aneduumnta GALE coctaBnsieT 1: 23 000 B ANOHMK U He-
M3BECTHa AJ19 APYIrUX Nonynsiuni.

BepeHune 60/1bHbIX C rajlaktosemMmen

Awuerta [53]:

e [leTn C rajsakto3emMuen Ao/mxkHbl cobntoaatbh 6e3-
NaKTo3Hyto aneTy. Npu ranakTosemMnm cnegyet UCKIo-
YnUTb FPyAHOE MOJIOKO, MOJIOYHbIE CMECHK, coaepIKallme
NlaKTO3Y, KOPOBbE MOJIOKO, MOJIOYHbIE MPOAYKTbI, MpPoO-
AYKTbl, coaepikalime KasemH U CbiIBOPOTKY. B3apocnbie
60nbHble 3HAYUTENbHO Jlerye MEpPEHOCAT J1aKTO3HYHO
Harpy3ky. OrpaHuyeHue notpebneHmsa Mosioka Ha npo-
TSOKEHUWN BCEWN XU3HW, ABNAETCS CNOPHbIM. TeM He Me-
Hee 60JIbLUMHCTBO CMeunasamncToB NoaaepXMBAKOT Mo-
XXU3HEHHYIO AMeToTepanuio.

® MOJIHOCTbI UCK/IOYUYNTL ranakToly TPyAHO, MOTOMY
YTO OHa MPUCYTCTBYET B CaMbIX pa3HOO6pasHbIX Mu-
WweBblX npoayktax (HanpuMep, B LETCKOM MUTaHWUM,
dpykTax, oBouwax), ocobeHHO B ¢opMe MakpoMmone-
Kyn.

e [lneTnyeckme orpaHuyeHumss Bo BpeMs 6epemeH-
HOCTW, @ TakXe B TedeHue MOoCTHaTalbHOro nepmoja
XKU3HW, HE BAUSIOT HA AOJIFTOCPOYHbIE OC/TOXKHEHUS MO-
pakeHHoro njaoaa.

NMHdpopMauma o0 nekapCTBEHHbIX NMpenapartax
MepnkaMeHTO3Hasa Tepanus B HacTosILWLEE BPeMS He
SIBNSETCA 4acTblo CTaHAapTa JieyeHus 3Toro CocCTo-
AHMSA. BO BpeMs nepBUYHONM rocnutanmsauum Ans
pebeHKka C CMMNTOMaMu TAXeNOoW KnacCu4Yeckon ra-
NIaKTO3EeMWNM, OCHOBHbIE OMaceHMs BbI3blBAlOT cen-
CUC, KpoBoTeyeHue, HapyweHune AYHKLUMN NedYeHn 1
oTek Mo3ra. HemeasneHHOe M MonHoe ypajneHue ra-
NaKTO3bl M3 paunoHa SBNSETCS eUHCTBEHHbIM CMNO-
cobom nomoLuum.

Ba>XHO MOMHUTb O TOM, YTO CYLLECTBYHIOT JIEKAPCTBEH-
Hble NpenapaTbl, CoAep Kallme akTo3y WM ranakrosy
(TabneTkn, Kancynbl, NoAcCalLEHHbIE 3/TMKCUPBI), KO-
Topble cneayeT UCK4YaTb, 0CO6eHHO B nepuoa Mnaa-
AeHuecTBa.

NccnepoBaHna nokasblBalOT, YTO, HECMOTPS Ha 3K-
30reHHOEe OorpaHM4YeHne NoCcTynJeHns ranakTo3bl B Op-
raHmsm pebeHka, CcyLecTByeT aHAOreHHas BbipaboTka
ranakrto3bl 1,0-2,0 r/peHb. Ona cHuxeHus obpasosa-
HUSA ranakTto3a-1l-docdaTta MCNoAb3YIOT UHIMOUTOPLI
depmenTa M'AJIK [21, 36, 47].

JleueHue OC/I0XKHEeHui [18]

Od¢ranbMoniornyeckoe JiedeHne. Xupyprumyeckoe
BMeLLaTeNnbCTBO MO MOBOAY KaTapaKTbl AO/HKHO 6bITb
NpoOBeAEHO B TeYeHMe NepBoro roga XXu3Hu.
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Koppekumnsi peun. NMauneHTbl C anpakcnen u ausap-
TPUEN peun HyXAaKTCcs B KOppeKuun C yyacTuem no-
roneaa, Hesporsora.

KoppeKkumsi HEpBHO-MCUXNHECKOro pa3sutus. Heob-
xoanmo obcrnepoBaHume y ncmxonora pebeHka c ranak-
TOo3eMmen B Bo3pacTte ogHoro roga. lNcuxonor, pabo-
TaloWmMNn B TECHOM KOHTaKTe C /IoroneaoM 1 fevaiimm
BpPa4oM, LO/KEH UMeTb MNJiaH Jie4eHUs C y4eTOM Mncu-
xonormyeckmnx ocobeHHocTeln kaxaoro pebenka. Co-
CTaBNeHne uHAMBMAYyanbHOro yyebHoro nnaHa u/wnu
OKaszaHue npodeccrMoHanbHOM MOMOLWM MNcuxonora u
negarora Heob6xoammbl AN (OPMUPOBAHUSA YyyebHbIX
HaBbIKOB. Takxe obpallaeTcs BHUMAHME Ha CPOKMU
KNMHWYECKNX NposiBsieHni 3aboneeBaHnst U xapakrtep
OCJTIOXKHEHWIN, KOTOpble MOryT 6bITb AOBOJIBHO pa3HbIMU
Aaxke Ans AgeTen o4HOro reHoTuna.

JleueHune npexaeBpeMeHHON HeAOCTaTOYHOCTH sINY-
HUKOB. B TO BpeMsi kKak BUOXMMMYECKNE/IHAOKPUHHbIE
TeCcTbl MOryT yKasbiBaTb Ha MOpaxeHWe SUYHUKOB B
MNageH4YecKoM Bo3pacTe, KJIMHMYeCKn 06bI4HO 3TO Npo-
ABNSETCA B Nepuoj nosioBOro passuTuS B BUAE 3a4epXK-
KW U1 NnepBuYHOM (BTOPUYHON) aMmeHopeu. NoaToMy BO
BpeMs MOMI0BOr0 pasBUTUSA AEBYLUIKM-NMOAPOCTKM A0SXK-
Hbl ObITb HamMpaB/ieHbl Ha KOHCY/bTauMio K AETCKOMY
SHAOKPUHOMOTY U TMHEKONOory, KOTOPbIA crneuvanmsu-
pyeTcs Ha okasaHuu nomowm npm becnnoguu.

NmeloTca AaHHble, CBUAETENbCTBYIOLWMNE O TOM, YTO
yMeHbLUeHNe KonmyecTsa UIn HapyLleHne co3peBaHus
dONNMKYIOB ANYHMKA, NPU KNACCMYECKOW ranakrose-
MUKW MOXeET HbITb MOTEHLNANBHO MU3/IEYMMO C NMOMOLLbIO
9K30reHHON (apMaKoNOrmMyeckom CTUMYNAUUM FoHa-
OOTPOMHbIX FOPMOHOB [36].

MporHo3s [54, 55]:

e [Ipy OTCYTCTBUM NeYeHUs Tsaxesnas Kraaccuyeckas
rasakTo3emMus SBSIETCS ONacHbIM ANs XU3HW 3abone-
BaHueM. OQHaKo NpoBOAMMBIN B 60/bLUIMHCTBE pa3Bu-
TbIX CTPaH HeOHaTa/IbHbI CKPUHWHI Ha ranakTo3eMuio
cnocobcTByeT paHHEMY BbISIBEHUIO C/lyYaeB ranakro-
3eMUM C OKa3aHWEM CBOEBPEMEHHOro naToreHeTude-
CKOro neyeHus.

e TsrkenobosibHbie AETU C rasakTo3eMumen, KoTopble
00 neyeHunsa 3abonesaHus He cobnwopann 6e3nakTos-
HYIO OMEeTYy, 4acTo MMEIOT MopaxeHue neyeHu, roaos-
HOro Mo3ra n/unu nospexaeHune rnas (XoTa KaTapakTa
6biBaeT NONHOCTLIO 06paTMMoit).

¢ BONBLWIMHCTBO NALMEHTOB C TSXXeNoW rasakTo3emMmn-
ell, KOTopble He MOoNy4aloT IeyeHns, 4acTo YMMpatoT B
nepuos HOBOPOXAEHHOCTH.

e HecMOTpsi Ha NpoBeAeHMe COOTBETCTBYOLLEN Tepa-
nun (AmeTbl), y YacTu NauMeHTOB BO3MOXHO pa3BuTtue
OCJIOXXHEHWN.

MpodurnakTtuka HayasibHbIX NMPOABJIEHUA KJ1acCu-
4YeCKOro u KJIMHU4YeCKOro BapuaHTa rajlakrosemMmm

Anetnyeckoe BmewartenbcTBo. Bcem pgetsaM, y KoTo-
pbiX aKTMBHOCTb epmeHTa M'AJIT apuTpoumnToB MeHee
unn pasHa 10% OT KOHTPOJIbHbIX MNOKa3aTenem u KoH-
LeHTpaumsa ranakto3o-1-docdata aputpoumtos bonee
10 Mr/an, Ha3HavaeTcsa 6e3nakTo3Hasa AneTa. DTO CBS-
3aHO C TEM, YTO Y HOBOPOXAEHHbIX, HAXOASALWMXCA Ha
ecTecTBeHHOM BckapMnmeaHuu B 90% cryyaeB UCToY-
HWKOM YI/IeBOAOB SIBNISIETCS N1akTo3a. M3BECTHO, YTO B
MaTEPUHCKOM MOJIOKe npucyTcTeyeT 6-8% nakTo3bl, B
KopoBbeM — 3-4%, B GO/bLINHCTBE AETCKUX CMecen
— 7%. Bce 3T1 MOMIOYHbIE NPOAYKTbI AO/MKHbI 6bITb He-
MeASIeHHO 3aMeHeHbl Ha 6e3nakTo3Hble PopMynbl (Ha-
npumep, Isomil ® nnn Prosobee ®). MNpeacrtaBneHHble
coeBble (OpMynbl coaepXxaT caxapo3y, (PpyKTo3y u
rasaKkro3ocojepxallune onuvrocaxapuibl, KoTopble He
MOryT 6bITb r’MAPONM30BaAHbI B TOHKOM KULLEYHUKE.

W

OcHOBHble dOpMynbl, KoTopble coaep>aT Hebonb-
LWoe KOJIMYECTBO ranakTto3bl, Takne kak Alimentum®,
Nutramigen®, n Pregestimil®, narotoBneHHble n3rn-
Aponin3aTa KasenHa TakXXe MOryT ucnonb3oBaTbcs 6e3
BUANMBIX NOB6OYHbIX 3ddekToB. BO3MOXHO NpumeHe-
Hue ¢dopmynbl (HeokenTt ®), KOTOpasi HE COAEPXKUT HU
CBO6OAHYIO, HM CBSAA3AHHYIO ranakto3y [56]. B TeueHue
BCEWN XM3HU cneayeT OorpaHnynTb NpUMEHEHNE MOMOY-
HbIX MPOAYKTOB, CoAepXalMX nakTo3dy. Ans MoHu-
TopuHra 3ddEeKTMBHOCTM AneToTepanmn MoxeT 6biTb
MCMNONb30BaHa OUEHKa KOHLEeHTpauuu ranakro3o-1-
docdarta sputpoumnToB. Ero ypoBeHb y nuL cknaccu-
YEeCKOM ranakTo3eMmeinn OCTaeTCs MOBbIWEHHbIM (1-5
Mr/An) Npy HOpMasbHbIX NoKasaTensax MeHee 1 mr/an
[45].

MpodunakTuka BTOPUUHbIX OCNOXXHEHUA. Mu-
HepanbHasa MAOTHOCTb KOCTeN y AeTel U B3POChbIX C
KJIaCCMYECKOM ranakto3eMmen U KIAMHUYECKUM Bapwu-
aHTOM 3aboneBaHMs yMeHblUaeTCs, MO3TOMY peKOMeH-
ayetcsa npuMeHsaTb BuTaMuH D (cebiwe 1000 ME/cyT.),
BuTaMmH K 1 npenapatbl kanbuusa [41, 57, 58].

AuncnaHcepHoe HabnropeHme. HabnwogeHne nuy
C ranakTo3eMmen AOMKHO OCYLLEeCTBNATLCA perynspHo
[BanbTep n ap., 1999]. Y nauMeHTOB C KJ1IaCCMYECKOWN
raslakTo3eMmen M KIAMHUYECKUM BapuaHTOM ranakTto-
3eMuKn crieayeT KOHTPOJMpOBaTh:

e KoHueHTpauuto ranaktoso-l-gocdarta spuTpo-
untoB. Cneayet NOMHWUTb, YTO 3TOT MeTabonuT sB-
naeTca MapkepoM oLeHKn 060CTpeHuMs npouecca npu
npueMe ranakTtosbl. [lpy ero yBennyeHun crepyet
MCKaTb MPUYUHY M36LITOYHOro MOCTYMJIEHUS ranak-
TO3bl C NULLEN.

e OnpepeneHne ranaktutona (npoaykra anbTepHa-
TUBHOro Nyt metabonmiama ranaktosbl) B Moye (3Ha-
YeHUsl KOTOpPOro Bblilwe 78 MMONb/MOMIb KpeaTUHMHA)
ABNSETCS MOBbIWEHHbIM. O4HAKO ero ypoBeHb He 3a-
BUCUT OT ynoTpebsieHns ranakTo3bl.

B TeueHMe nepBoro roga Xxm3Hu pebeHka C ranak-
To3eMueln TeCcTupoBaHue NpoOBOAUTCS OAMH pa3 B Tpu
Mecsaua UM nNo Mepe Heob6xoAMMOCTM B 3aBMCMMOCTMU
OT XapaKTepa NoTeHuWasnbHbIX OCTPbIX OC/IOXHEHWI, B
TeyeHue BTOPOro roja XwW3Hm — Kaxable LecTb Mecs-
LueB, CTaplle ABYX JleT — OAMH pas B rog.

Y 60NbHbIX C OMOXMMUMYECKMM BapuaHT ranakro-
3eMun, TakmMM Kak BapuaHt[yapteD,c reHoTunom c.
[940A> G;. C.-16_119delGTCA] pekoMeHAYyeTCS KOH-
TPONMpoOBaTb COCTOSIHME 340pPOBbsi OAMH pa3 B oA,
Jaxe ecnn OHM He Ha 6e3/1aKTO3HOoM AmneToTepanmu.

KoHcynbTauma cneuvasnucros

KoHcynbTayms amerosiora NnpoBOANTCS NO NOKa3aHu-
M.,

KoHcynbtaumsi ograsibmosiora 3aBUCUT OT HaMuus
WIN OTCYTCTBUSA Y HOBOPOXAEHHbIX KaTapakTbl. Ecnu
OHa OTCYTCTBYET, TO HabnioaeHne ocylecTBnseTcs B
rogoBanoM BO3pacTe, B NATb JIET U B MNOAPOCTKOBOM
Bo3pacTe. [N naumMeHTOB C KacCMyeckon Gopmon
ranakTo3eMnMn HexapakKTepHO pa3BUTUE KaTapakTbl Yy
AeTen nocne Tpex neTtHero Bo3pacra [59].

KoHcynbTtaymsi norornega rnokasaHa BCEM [JETSM B
Bo3pacTte 18 mecsues.

KoHcynbTaums rncuxosora Heobxoanma AeTsIM B BO3-
pacte oAHOro roja, 3aTeM Kaxable OAVMH-TpWU roga B
3aBMCUMOCTU OT CTeneHW 3a4ep>XKW B OAHOW UAN He-
CKoNbkMx chepax passutusa [25].

KoHcynbTaumu 3HAOKpUHOJIOra M rMHEKosiora pe-
KOMEHAYIOTCS AN OUEHKW npexAeBpeMeHHOW Hepno-
CTaTOYHOCTU ANYHMKOB. [MoKa3aHO U3MepeHne ypoBHS
sctpaaunona, ®CIr n JIM B nna3Me KpoBU Y JINL, XXEHCKO-
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ro rnosla B BO3pacte 04HOro, ABYX /ieT U B nepuoj, no-
noBoro cospeBaHus. [anbHelwee TecTMpoBaHue 3a-
BMCUT OT MOJSIOBOro cTatyca v Hannyns Uan oTCyTCTBUS
NepBUYHON UM BTOPUYHOM aMEHOPEN U ee NeyeHusl.
OueHka ypoBHS Kanbuus, docdopa, 25-rmapokcu-
BMTaMMHa D B nnasme KpoBM MpPOBOAUTCS €XerogHo
M NO NOKasaHWAM 4J15 onpeaesieHnss ocreorieHny. TNo-
CKONbKY Y 60/bHbIX C K/laCcCMYeCcKon ranakrtosemuen
YMEHbLUAETCA MWHepasibHas MJOTHOCTb KOCTHOW TKa-
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HOBOE B MEOWLUWHE. NHTEPECHBIE ®AKTbI

TPAHCIJIAHTALUA KAJTA — HOBOE CJ10BO B MEAWLINHE

MHoOro4ncneHHble WCCNeaoBaHWA NOKasanu, YTO TpaHcnnaHtauus dekanbHoW MUKpobuoTbl (Fecal Microbiota
Transplantation, FMT) ad)(beKTMBHA B NIEYEHUM 1 NPEayNPeXAeHUN PELNANBOB KULLIEYHbIX UHGEKLINIA, BbI3bIBAEMbIX
6aktepuamu Clostridium difficile, Hanpumep, NceBaOMEMOPAHO3HOr0 3HTEPOKONWUTA. ITO 3a60SeBaHUE NPAMON
KULLKK, 4aCTO BO3HUKAILLEE NMPU HAPYLLEHWA MUKPOIOPbI KULLIEYHKMKA M3-3a NpuemMa aHTUOUOTMKOB. GOrnacHo
[AHHbIM UCCE0BAHNIA HA XXMBOTHbIX, NMepecagka (ekanbHbIX 6aKTepuid CnoCo6HA BOCCTAHOBWUTL HOPMasbHYH

MuKpodnopy KuweyHuka Ha 90%.

B mocnegHue roAbl akTWBHO BEAYTCA KIMHWYECKME WCCNEAOBAHUSA MO TPAHCMNaHTauum (oekanbHOW MUKPOOBUOTSI.
Tak, B 2012 r. uccnegoarenn u3 60nbHMLbI UMeHn ['eHpu Dopaa NpoBenu UCcnefoBaHue ¢ yyactuem 49 naLmeHTos,
CTPajaBLUKX OT TSHXKENOI peLnanBupytoLlein auapen, BoidaaHHo Clostridium difficile. [1ns nposeneHus npoueaypbl
OblN1 NCNOMNb30BAH SHAOCKOMN, YEepe3 KOTOPbIA B TOJSICTYIO KULLKY MALMEHTOB BBOAMNCA FOMOrEHW3MPOBAHHLIA W
0TCWNILTPOBAHHbIA PACTBOP, B €ro coctaB Bxoauna Tennas soga u ot 30 go 50 rpammoB DeKanumid, B3ATbIX OT
3[10p0BbIX A0HOPOB. B pesynbrate y 90% nauMeHTOB YXXe Yepe3 [Ba 4Yaca Mocie npoLeaypbl NOABWIICA anneTuT,
B TEYEHME CYTOK OHW MOYYBCTBOBANMU 3HAYWUTESIbHOE YNYHLIEHWE COCTOSHMSA, a Yepe3 Hemdesito OHU YyBCTBOBANM
ce6s NosIHOCTbI0 340POBbIMKM. [pn 3TOM B TEYEHME TPEX MECALEB MOC/E Tepanuu y HUX HE PasBMIOCh HUKAKUX
OCJI0XKHEHUIA MK NMO60YHbLIX IPAEKTOB TAKOr0 METOA JIEYEHMS.

[pyroe uccnenoBaHue, NPOBEAEHHOE B NPOLLIOM rofly Y4eHbIMU U3 AMCTEPaMCKOro YHMBEPCUTETA, N0Ka3ano, 4to
TPaHCNIaHTaLMsA Kana B XXesyd04HO-KULLIEYHbIA TPAKT 0Ka3anach B TPU-YETbIPE pasa IPEKTNBHEE aHTUOUOTUKOB.
113 16 4neHoB rpynnbl, Nonyyasllen nepecaaky kana, 13 NOSHOCTbIO BbI3AOPOBENN NOC/E NEPBON XXe NPOoLEeaypsl,
eLle aBoe nocne BTopon (94%), B TO Bpems, Kak 13 26 nalmeHToB, NOJy4YaBLUNX BAHKOMULUH, NOMPaBUINCh TOSIbKO
cemepo (27%). OcTanbHble Y4NeHbl 3TOW rPYNMbl Camu MONPOCUIM Bpayel NPOBECTU UM TaKyto XXe Npoueaypy u

BbI3[J0POBENM NOCNE OAHOW-[BYX UHAY3WIA.

[TOMUMO NeYeHUs KULLEYHbIX MHIDEKLNIA nepecaika pekanbHbIX 6aKkTepuin 0T JOHOPOB CNOCO6HA MOMOYb CHU3UTb
NNLLIHWIA BEC, CO0OLLIAETCA B CTaTbe, ONYONMKOBAHHOI B XXypHane Science Translational Medicine.

Heckonbko NEeT Has3aj aBCTPANWIACKWE Y4YEHble NPEONOXUN NeYnTb MALMEHTOB, CTPaAaloLMX OJHOBPEMEHHO
6onesHblo [apkMHCOHA M 3anopamu, C MOMOLLLID Mepecakn kana. Kak nokasanu pesynbTaTbl UCCNEN0BaHMs,
6naroaps 3KCNepPUMEHTANbHOM Tepanuu Yy NauMeHTOB YMEHbLUWUNIACh BbIPAXEHHOCTb CUMMNTOMOB OCHOBHOMO
3a00neBaHMs, B TOM YWUC/IE NAPKMHCOHW3MA, PaCCEsHHOro CKNeposa, PeBMaTtoMAHOro apTpura U CcuHapomMa

XPOHWYECKOW YCTanocTy.

PeaynbTatbl nccneqoBaHus, onybnnkoBaHHble B XXypHane JAMA, nokasanu, 4To npuem 3amOpOXEHHbIX (pekanuii B
Kancynax cTonb »e 3 eKT1BEH 1 6e30naceH B 60pb6e ¢ Bbi3biBaeMoii 6aktepuen Clostridium difficile auapeeii, kak
1 UHAQIY31UM hekannii Yepes KoTOHOCKON W Ha30racTpasibHbIn 30HA.

Mctoynuk: Medportal.ru



