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PaccmoTpensI akTyasibHbIe IPOOJIEMbI, BOSHUKAIOWIME Y JIeTeil ¢ HanboJiee TsoKe0ii (hopmoii ranakrozemuu I Tuna. OnucaHbl oco-
0EeHHOCTH NMpPoBeIeHHs HEOHATAILHOIO CKPUHMHIA HOBOPOXKIEHHBIX HA rajiakto3eMuio. [IpeacTaBiienbl IMATHOCTHYECKHE KPUTEPUH
KJIACCHYECKOr0, KIIMHHYECKOT0 U OMOXMMHYECKOT0 BADUAHTOB IAJIAKTO3eMUH. BblnesieHbl 0CHOBHbIE XapaKTePUCTUKH KIMHUYECKOi
KapTUHBI U OTAAJEHHbIX NOC/IeACTBHIl 3200eBanusa. Oco0oe BHUMAaHUE Y/IeJIeHO TAKTHKE BeJeHHs 0O0JIbHBIX JIeTeil ¢ pa3padoTKoi
JIMETHYECKOi KOPPEKIUH, JIeYeHHeM OCJI0KHEeHHil, MPoBeeHHeM NPOMUIAKTHIECKHX MePONPHATHIA U JUCTIAHCEPHOTO HADJIIOAEHHUS.

Karoueswte caosa: demu, eanakmosemus, duaeHocmuka, aeverue, OUCNaHcepHoe HabadeHue.

The paper considers the topical problems arising in children with the most severe form of type I galactosemia. It describes the specific
features of neonatal screening for galactosemia. Diagnostic criteria for the classic, clinical, and biochemical variants of galactosemia
are presented. The basic characteristics of the clinical picture and late sequels of the disease are identified. Particular emphasis is
placed on management tactics for ill children via dietary correction, complication treatments, preventive measures, and a follow-up.

Key words: children, galactosemia, diagnosis, treatment, follow-up.

FaHaKTOSCMHH — rpymnma HacJaeACTBEHHBIX ayTOCOM-
HO-pEILIECCUBHBIX 3a00JieBaHUl, OOYCIOBIEHHBIX
HEIOCTaTOUYHOCThIO (DEPMEHTOB, YJYaCTBYIOIIUX B Me-
TabOJM3Me TajJakTo3bl, B pe3yJibTaTe 4eTro HapyllaeT-
¢ TIpeBpallleHre TaJaKTo3bl B TJIIOKO3Y U B OpTaHU3Me
OOJILHOTO HaKaIlJWBAIOTCS MPOAYKThl aHOMAaJIbHOTO
yIJIeBOAHOTO oOMeHa (rayiiakTo3o-l-docdar u ranak-
TUTOJI), KOTOpbIe BbI3bIBaIOT MopaxeHnue [LIHC, mapeH-
XUMAaTO3HBIX OPTaHOB W MPOBOLMPYIOT pa3BUTHE KaTa-
pakThl [1, 2].
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1:20 000, 6uoxummyeckoro BapuanTta — 1:10 000 [3—5].

dTuonorna n natoreHes

B ocHoBe 3a0071eBaHMs IeXKaT MyTallui TEHOB, KOTO-
pble KOAUPYIOT (hepMEHTHI, YIaCTBYIOIINE B METaOOIN3-
Me TajlakTo3bl — MOHOCaxXapuaa, BXOMASIIETO B COCTaB
JIaKTO3bI (MOJIOUHOTO caxapa). PazBuTue rurnepraaakTo-
36MHUH MOXET OBITh CBSI3aHO C HEIOCTATOYHOCTHIO TPEX
depMeHTOB [6]: TajmakTo30-1-dhochatypuauiarpancde-
pasbl (TAJIT, ussectHsiit Takke Kak G/G), raJjakToOKU-
Hasel (TAJIK) w ypunuH-mudochar (YAD)-ramakro-
30-4-anumepa3ssl (TAJID).

®epment TAJIT katanu3upyeT TipeBpallleHUe Tra-
nakTo30-1-pochara u YAD-rmoko3sl B Y D-ranak-
TO3y U TJIIOK030-1-docdar. Korna aktuBHOCTL dep-
meHTa TAJIT siBaseTcss HEIOCTaTOUHOM, MPOUCXOAUT
HakoTJIeHWe TanakTo30-1-docdara, ragakro3sl U ra-
JIAKTUTOJIA B DPUTPOILIUTAX, KIETKAX MEYEHN U JAPYTHX
TKaHAX. [AaKTUTON, BIUSIS HA OCMOTHYECKHE TIPOlIeC-
ChI, BBI3BIBAET OTEKM U TTOpaXkeHUe Pa3TNYHBIX KIETOK
U TKaHeil. Hampumep, B pe3yibraTe OTeKa BOJIOKOH
XpycTajliKa pa3BUBaeTCs KaTtapakTa. ToT e mpoilecc
B KJIETKaX TOJIOBHOTO MO3Ta CITOCOOCTBYeT HaOyXaHUIO
HEWpOHOB ¢ (GOpPMHUPOBAHUEM TICEBIOTYMOPO3HOTO
npouecca [7—9].

Knaccudukaums ranakrosemum

B ocHOBY coBpeMeHHO KitacCU(UKAIIMN TaJlaKTo3¢e-
MUU MOJIOKEH 3TUONIorndYecKuii mpuHuui [6]. CoriaacHo
3TOM KJTacCU(UKALIMU CYIIECTBYIOT TPU THUIIA TAJIAKTO3¢e-
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PonunbHbI 10M (CTallMOHAp, MOJIUMKIMHUKA)
CO60p 00pa3loB KpOBH, JOCTaBKa B MEAUKO-TeHeTH4YeCcKyto KoHcynbranuio (MI'K)

l

JlaGopatopus maccoBoro ckpuHuHra MI'K
Onpenenenne ranakTo3sl (TAJ) B cyxoMm IITHE KpOBH

| TAJI<7,1ar/mn | | TAJI>7,181/M0 |

| Hopwma | \\ /| bnank-petect |
| TAJI<7,1uar/mn |

TANIS7 lnr/wn | ———— —————— A7 lar/ma |

Kouncynsranus 8 MI'K
Omnpenenenne I'AJl B cyxom
TISITHE

!

| TAJI>7,1ur/M0 |

l

OrnpeneneHyue akTUBHOCTH TajlaKTo30- | -ypunuiatpaHcdepasbl
MoekyJIsipHO-TeHETUYeCKOE MCCIIeI0BaHIE

l l l l

TpaHnzutropHas TereposurotHoe Tamakrozemus Krnaccuueckas
TaJIaKTO3eMUsI HOCHUTETBCTBO Hyapte rajJlakTO3eMUs
reHa GALT

Meauko-reHeTuueckoe KOHCYJBTUPOBAHUE

INpenaTtanbHas
JIMarHOCTUKA

Cxema. HeoHaTanbHbIi CKPHHHUHI' HA TAJTAKTO3EMUIO.
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Boseuna C.A. u coaem. COBpCMCHHbIC ACIEKTBI AUAaTHOCTUKU, JICUCHUS U HabJroIeHUs 1eTeit ¢ ranakro3emueit I Tuma

MUU, B 3aBUCUMOCTH OT UMEIOIIIETOCs Y 00JIbHOTO AedeK-
Ta OTHOTO U3 TPeX OCHOBHBIX (DEPMEHTOB, YUaCTBYIOIINX
B MeTabOTM3Me TaJTaKTO3bI:

* rajakro3eMus | Tmila — BKITIOYAaeT KJIACCUYECKMIA,
KIMHUYECKUI 1 OMOXUMUYECKUI BApUAHTHI 00JIe3HN
(Bapuant Iyapre D,, unu G/N); a10 Haubonee va-
crasi hopma 3abosieBaHusI, 0OYCTOBJIEHHAsI MyTalluei
reHa, koaupytoiero ¢pepmeHT TAJIT,

» ranakroszemus Il Tuma — meHee yacTast u 6osiee 61aro-
MpusTHas ¢hopma, BeI3BaHHAs 1e(eKTOM reHa, KOTo-
poiit KoaupyeT epmeHT TAJIK;

» ranakrozemus IIl Tuma — penkas ¢opma, oOycioB-
JIeHHas1 Je(heKTOM TeHa, KOIWPYIOUIeTo (epMeHT
ypuawi-audocdar-ranakro3o-4-snumepasbl (aedu-
T TAJID unu anumMepasbr).

leHo-peHoTUNNYECKMe Koppensuum

B Hacrosiee BpemMs naeHTU(GUIIMPOBAHO 0oJiee YeM
250 myraumii reHa TAJIT, KoTopblii KapTUpOBaH Ha KO-
poTkoM 1ureue xpomocoMnul 9p13 [10, 11]. Haubomee pac-
MPOCTpaHEeHHBIE MYTallUM, KOTOPbIe MPUBOAAT K (op-
MMPOBaHUIO TpeX (heHOTUTIOB, TPeACTaBIeHbI B Tao. |
[12]. TIpumepHO 70% anneneil y BBIXOAIEB U3 CEBEPHOI
EBponbl ¢ nedpuiiurom TAJIT mpencraBieHbl MyTauuei
¢ 3aMelleHeM aprMHMHA Ha TJIyTaMUH B TToJIokeHnH 188
oenkoBoii ienu p.[GIn188Arg]. ITo nanusim E.}O. 3axa-
poBoii (2013), 3Ta MyTanus sIBIsieTcs HanboJjiee YyacToi
y 60nbHBIX PD, coctasiss 75% [13].

Ilpu ranakrozemun | Tuma ycTaHOBJEHBI JTOCTO-
BepHbIe TEeHOTUT-(EeHOTUTT Koppehsiuuu. Hampumep,
MOYTU BCE XEHIIMHBI C KJIACCUYECKOW TrajakTos3e-
mueit u reHorurniom p.[GInl188Arg]+[p.GIn188Arg]
UMEIOT TIpeXIEBPEMEHHYIO HEJIOCTAaTOYHOCTh SIMY-
HUKOB, B TO BpeMs KakK y adpoaMepUKaHCKHX >XEH-
IMAH C KIWHUYECKUM BapMaHTOM TaJlaKTO3eMUU
n rteHotunoM p.[Serl35Leu]+[p.Ser135Leu] ona
He BcTpevaercd [14, 15]. Jluna ¢ OmoxuMmuuecKnuM Ba-
PUAHTOM TaJlaKTO3eMUM, HaIIpuMep, KOMITayHIHbIE Te-
Tepo3uroThl ¢.563A>G(p.GInl188Arg) u D,C[940A>G;.
C.-119_116delGTCA], xak mpaBujiao, He TPOSIBISIOT
HUKAKUX TPU3HAKOB U CUMIITOMOB OOJIE3HU U UMEIOT
TOJIBKO OMOXMMHUYecKue OTKIoHeHus. CreayeT Tom-
YepKHYTh, YTO TIPU JIETKUX hopMmax coxpaHsetcsa 2—10%
aktuBHocTH (hepmeHTa TAJIT, mpu MasocuMNTOMHOM
TeueHUU 3abosieBaHug — 10 20—40% [16, 17].

Tabauya 1. Yacteie myranuu B rene TAJIT

AuarHocTtuka ranakto3emuu | Tuna

Ha ocHoBanuu npukasza Ne 185 o1 22.03.2006 . MuH-
3npascolpa3Butusi PO «O maccoBoM 00CIe10BaHUN HO-
BOPOXIECHHBIX JAeTel Ha HaclleJICTBEHHbBIE 3a00JIeBaHMUsI»
HEOHATaJbHBIII CKPUHUHT Ha TajJaKTO3eMUIO TPOBOIST
Ha 4-e CyTKM XXM3HU JTOHOIIEHHBIM 1 Ha 7-€ CYTKU XXU3HU
HEeIOHOIIEHHBIM JeTsaM. OmpezensieTcsl ypoBeHb rajlak-
TO3bI, aKTUBHOCTb TAJIT B cyxux nsTHaxX KpOBU ¢ TOMO-
1bto (hiryopeciieHTHOTO MeTona (cM. cxemy). [TonyueHue
JIOXKHOOTPULATEIBHBIX PE3YJIBTATOB CKPUHUHTA BO3MOX-
HO, €CJT KPOBb ObIJIa B3sTa TIPU MPOBeACHUN NH(PY3UOH-
HOI1 Teparmu HOBOPOXIeHHOMY. JIOKHOITOIOKUTETbHBIE
pe3yabTaThl MOTYT MMEThb MECTO Y AeTeil, POXICHHBIX
MpeXIeBpEMEHHO WK ¢ TIPU3HaKaMu MOPGhODYHKIINO-
HaJTbHO HeapesocTu. [1pu mokazaTesnsx o01eit rajjakTo-
36l 7 MT'% (MT/IUT) ¥ BBIIIE OCYIIECTBISIETCS TIOBTOPHOE
HcclieIoBaHue.

TTpu moy4eHUM TOJIOKUTETBHBIX PE3yJIbTaTOB HEO-
HaTaJTbHOTO CKPMHWHTA Ha3HAvYaeTCs JUeTOTeparus, o/~
HOBPEMEHHO oTpeesieTcss akTuBHOCTh hepmeHTa TAJIT
U TIPOBOIUTCST MOJIEKYJISIPHO-TEHETHYeCcKoe 00cienona-
Hue [18—20]. YToObl yCTaHOBUTH TMAarHO3 KJIacCUYeCKOM
(GOpPMBI WITM KITMHUYECKOTO BapMaHTa raJlakKTO3eMUM, pe-
KoMeHayeres [21]:

* M3MepeHue KOHLEHTpAllMM rajakro3o-1-gocdara
SPUTPOLIMTOB M TAJIAKTUTOJIAa B MOYe (B aHAIM3aX MOYU
TaKXKe PErMCTPUPYETCS aTbOyMUHYpUs, MO3XKe aMUHO-
aluaypust) 1Uist OlleHKU 3(P(HEKTUBHOCTU JIEYSHMUS;

* HEBpOJIOTMYECKoe OoOceNoBaHUEe U TPOBEIEHUE
MarHUTHO-PE30HAHCHOUW TOMOrpaduy roJJOBHOTO MO3ra
(MOTYT BBISIBJISITbCSI aHOMaJIUM O€JI0TO BElleCTBa) Mo Mo-
Ka3aHUsIM;

* o(dranpMosiornyeckoe obcienoBaHue, BKIIIOYAs
WCITOJIb30BaHME IIEJeBOM JTaMIIbI JUTSI BBISIBICHMST Ka-
TapakThl,

*  WCKIIOYCHHWE TeIaToles/UTIONIIPHOM ITaTOJIOTHH,
OCOOEHHO Y TAlIMEHTOB C TMO3IHWM HA4YaJoM JIeUeHUS
3a00J1eBaHKSI, KOTOPBIE MOTYT OBITh TTOABEPXKEHBI PUCKY
pa3BUTHS IIUpPpo3a TedeHn (Ha paHHel ctaanu 0oJie3HU
YacTo OIpeaessieTcss TUMepOMInpyOuHeMusI, CcHadaja
¢ TIpeobamaHeM HaKOTUIEHUST HEKOHBIOTUPOBAHHOTO,
3aTeM KOHBIOTMPOBAHHOTO OUIMPYOUHA).

I1pu knaccuyeckoit rajakrTozemuu [22]:

* YpPOBEeHb TajakTo30-1-dochara 3puUTPOLIUTOB MOXKET

ObITh Bbile 120 Mr/mi, HO, KaK TpaBWJIO, B TEpUOJIE

Kraccuueckas raiakTo3emMus

KiuHuYecKuit BApMaHT rajlakTo3eMU U1

BuoxumMuyeckuii BApMaHT rajlakTo3eMU1

p.[GIn188Arg]+[p.GIn188Arg]

p.[Ser135Leu] + [Serl35Leu]

c.[940A>G:c.-16_119delGTCA]

(Q188R/Q188R) (S135L/S135L)
p-[Lys285Asn] + [Lys285Asn]|

(K285N/K285N)

p-[Leul95Pro]| + [Leul95Pro]

(L195P/L195P)

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

(4bp 5’ del + N314D/Q188R)
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HoBopoxaeHHocTH Oosiee 10 mr/mi. Ecau mauuveHt
HaXOAUTCS Ha 0e3JTaKTO3HOU aueTe, M3ydaeMblil To-
Kazatesnb Oojbie wiu paseH 1,0 Mr/mn (mpu HopMme
MeHee | Mr/mn);

* cBOOO/HAas TajakTo3a B ruia3Me Kposu 6ojee 10 mr/
I, MokeT gocturatbh 90—360 mr/mi (5—20 Mob/7);

» aktuBHOCTh ¢epmeHTa [AJIT 3puUTPOUUTOB OTCYT-
CTBYET WJIM SIBJISIETCS €1Ba YJIOBUMOI B PUTPOIIUTAX
U TIeYeHU.

IMpyn KIMHUYECKOM BapyaHTe TaaKTO3eMHU:

*  YpOBEHb ranakro3o-1-¢ocdara SPUTPOLIUTOB,
Kak npaBuiio, 6osee 10 mr/mi. [pu cobmoneHun 6e3-
JIaKTO3HOW AueThl OH MeHee 1,0 mr/m;

* cBOOOJIHAsI TajlaKTO3a B 1a3Me KpoBu 6osiee 10 M/,
HO MOXET OBbITh U BHIIIIE;

» aktuBHOCTh (epmeHTta TAJIT spurpormrtoB ot 1
10 10% oT HOpMBI, OTHAKO B HEKOTOPBIX TTOIYJISALIM-
X (Hampumep, y adpoaMepuKaHIIeB) C HaJIUYUEM
runioMmopdHbIX ajieneir, B Tom uucie Serl35Leu/
Ser135Leu, aktuBHOCTh (hepMmenTa TAJIT sputporu-
TOB MOKET OTCYTCTBOBATh WJIM OBITH €Ba YIIOBUMOIA.
B oTtnmyue ot 3TOTO B TIeYeHN aKTUBHOCTH (DepMeHTa
BBIlIE — 0KOJIO 10% OT HOPMBI.

IMpn GuoXMMHUYECKOM BapyaHTe TaJaKTO3eMUU:

*  YpOBEHb ranakro3o-1-¢ocdara SPUTPOLIUTOB,
Kak mpaBuiio, 6osee 1 Mr/mi, uHorna Beie 35 mr/
1. Korma marmeHT HaxoquTest Ha 0e371aKTO3HOM ave-
Te, PETUCTPUPYETCS CHIDKEHWE TaHHOTO TTOKa3aTest
JI0 ypOBHSI MeHee | Mr/m;

* ocraTouHas akTuBHOCTb pepmenTa [AJIT sputpoun-
TOB, KaK MpaBwIio, 6osee 15%, B cpeaHeM COCTaBsIeT
25% OT KOHTPOIBHBIX 3HAYEHUIA.

KnuHuyeckas kaptuHa ranakrosemum | Tuna

Kitaccmueckas rajakto3eMusi — Haumbosee Tsokeast
(bopma HapymieHUs MeTabOIM3Ma TalaKTO3bl, MPU KO-
TOPO#l pa3BUBAIOTCS OIMACHBIE JUIST KU3HU OCJIOXHE-
HUS, BKITIOYasl 3aIepKKy Ppa3BUTHUS, TUIOTJIUKEMMUIO,
reTnaTole UTIONISIPHBIE TTOBPEXICHMS, TeMOpparunIeCcKuii
JIaTe3 v KeATyXy. PomuTenu 4acTo peabsBISIOT Kalo-
ObI HA TPYAHOCTH KOPMJICHUS AeTeil, Y KOTOPBIX 4acTO
BO3HMKAET pBOTA. MIIafieHIIbI, HAXOASIIUeCs Ha aUeTe,
Tuioxo HabupatoT Maccy tena [23]. [lpu obcnenoBaHum
270 HOBOPOXKIEHHBIX OBLIN BBISIBJIEHBI CIEAYIOIINE OC-
HOBHBIE KJIMHUYECKUE TIPOSIBIIEHUs 3TOM (DOPMBI 3a60-
sneBaHus [24]:

*  TemnaTole/UTIONsIpHbBIe TToBpexXaeHus (y 89% neteit) —
xentyxa (y 74%), renatomeranus (y 43%), aHoMaITb-
Hble MeueHOYHbIe TIpoOkI (y 10%), HapyllleHue cBep-
THIBAEMOCTH KpoBU (Y 9%), acuur (y 4%);

* TMIIeBas HerepeHoCcuMOocTh (Y 76%) — pBota (y 47%),
nuapes (y 12%), napymenue anmeruta (y 23%);

* 3agepxka pocta (y 29%);

« BsutocTh (y 16%);

« cynoporu (y 1 %);

* Cercuc, B OOJBIIMHCTBE ClTydaeB 00YCITOBICHHBIN K-
mevHoi manoukoit (y 10%).

Yepe3 HECKOIBKO AHEU Tocie ynoTpeOaeHUsT Tpy/i-
HOTO MOJIOKa WJIM CMeCel, comepsKalluX JaKTo3y, MOXET
Pa3BUThCS CETCUC, BBI3BAHHBIN KUIIEUHOM IalOUKOM,
IIOK W HACTYMUTb CMepTh. Y BBIKMBIIMX MJIAJCHIIEB,
KOTOpBIE TIPOMOJIKAIOT TTOJydaTh JAKTO3y, BO3HUKAIOT
cepbe3HbIe MOBPEXIEHMS roJloBHOTro Mo3ra [25]. Kposo-
WU3USTHUE B CTEKJIOBUIHOE TEJIO, IPUBOISIIIEE K CIIETIOTE,
SIBJISIETCS] U3BECTHBIM OCJTOXKHEHUEM TaJlaKTO3EMH U, XOTS
€ro pacnpoCTPaHEHHOCTh OCTAETCS HEU3BECTHOM [26].

WHreekTyanibHOEe 1 pevyeBoe pas3BuTue. [IpoBeneH-
HOe McclieloBaHMe TIoKasano, uyTo y 45% wu3 177 neteii ¢ ra-
JIAKTO3eMHMeM ¢ BO3pacTOM HaOIOAaoch CHUXKEHHE TT0-
kazareneit 1Q [27, 28]. HapyiieHus peun ObUIM OTMEUEHbI
y 56% w3 243 manreHToB B Bo3pacTe ctapiie 3 jieT. Habuo-
JAJIOCh CHIKEHUE CJIOBApHOTO 3armaca, IeeKThl apTHKY-
JIIIUY, anpakcus pedur. [Ipu MemuKo-TieIarormaeckoit
KOPPEKILINU YJIydllIeHUE COCTOSTHUS PEYeBOTO Pa3BUTHS
npousonuio y 24% neteit. HapyiieHus peun BKITIOYATH
KakK IeHTpaIbHbIe 1e(PEKThI, TAK 1 MOTOPHBIE OTKIIOHEHUST
U pa3BUBAJIUCH C TeYeHUEM BpeMeHU. BMecTe ¢ TeM HeKo-
TOpbIe OOJIbHBIE C TIpOOIeMaMy peur UMeJ CpeHue T10-
KaszaTe M MHTEJIIEKTYaIbHOTO pa3BuTus [29—34].

[puratenbHas ¢yHkimg. Y 18% nui crapiie 5 et
cTpafajia TOHKast MOTOPYKa, OTMEYaIUCh ITPOOIEMBI ¢ KO-
opavHaLIMel ¥ TToxXonKoii. Tsokemast aTakcHst 3aperucTpu-
poBaHa y 2 TOAPOCTKOB. Y B3pPOCIBIX OTMeYasics TPEMOop,
IU3apTpHst, MO3KEUKOBast aTaKCUsl U IUCTOHMS [35, 36].

Dynkimg monosbix kenes. M3 47 neBodyexk M XKeHIIUH
81% wmvenn Tpu3HAKM (POPMUPOBAHUS TIPEKIAECBPEMEH-
HOW HEIOCTATOYHOCTH SMYHUKOB. CpeaHWil BO3pacT Me-
Hapxe 14 net, B quanaszone ot 10 go 18 net. Bocemb u3 34
JKEHIIMH B Bo3pacTe cTapiie 17 JieT MMenu aMeHOpero.
'V GobIIMHCTBA U3 HUX OTMeYaiach OJIMTOMEHOpPEsT U BTO-
puuHasi ameHopest. I3 17 XeHIIMH ToIbKO y 5 Haboacst
HOPMaJIbHBINA MEHCTPYATbHBIN LIUKIL. Y 2 XXEHIIUH, POIUB-
IMX B Bo3pacte 18 1 26 jieT, HUKorma He ObUTO HOpMaJTbHBIX
MEHCTPYaJTbHBIX TIEPUOIOB. YCTAaHOBJICHO, YTO pa3BUTHE
MPEXIEBPEMEHHON HEIOCTATOYHOCTH IMIHUKOB BO3HUKA-
€T MPY HATMYUKY TOMO3UTOTHOCTH 1o MyTatnu p.GIn188Arg
WY B cJIydae coliepsKaHusl rajakro30- 1-cdocdara sputpo-
1mToB Ootbiie 3,5 Mr/m Ha ¢oHe Teparuu |37, 38].

HopManbHbIe MMoKa3aTean KOHILEHTPALMU TECTOCTe-
poHa W/UIM  (POJUTUKYJIOCTUMYIUPYIOIIETO TOPMOHA,
a TakxXe JIIOTEMHU3UPYIOIIETO TOPMOHA B CHIBOPOTKE
KPOBM 3apeTUCTPUPOBAHBI y My>KYrH. B utepatype ecTh
HECKOJIBKO COOOIIEHUI O MyXYMHaX C KJIIACCUYECKOW
rajJlakTo3eMueii, KOTopble cTaiu otuamu. He oTmeue-
HO CTPYKTYPHBIX aHOMaJMi pa3BUTUS B MYKCKOW pe-
MPONYKTUBHOM CHUCTeMe, KOTOpPbIe ObI MOTJIM TPUBECTU
K Oecrutonuto. [lpenBapurtenbHble JaHHbBIE YKa3bIBAalOT
Ha TIOBBIIIEHHYIO PAacIPOCTPaHEHHOCTh KPUIITOPXU3Ma
¥ MaJIblii 00beM criepMbl [39].

JInviHa Tena. Y alyeHToB ¢ rajlakTo3eMueil Habmroma-
JIach 3HAYMTENTbHAS 3aIeP>KKa POCTa B IETCKOM M TTOIPOCT-
KOBOM BO3pacTe. Y B3pOCIbIX OKOHUATETbHbIE TTOKA3aTe/T
JUTMHBI TeJla ObUTA B TIpeliesiax HOpMaJbHOTO Avara3oHa.
IMpu 3agepkKe TMOJIOBOTO Pa3BUTHUS aKTMBU3ALIMS POCTa
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MPOVICXO/INIIA TOJIBKO B TTO3HEM TTOIPOCTKOBOM BO3pacTe.
CHIDKeHUE pOCTa, BO3MOXKHO, CBSI3aHO C HU3KUM YPOBHEM
WHCYJIMHOIIOH00HOoTO (pakTopa pocta 1 [40].

KarapakTa perucrpuponanachk y 30% u3 314 uagu-
BUAYyyMOB. [TouTu Mo0BMHA ClTydaeB KaTapaKThl OIMH-
CBIBAIUCh KAaK <«MSTKUE», <«IIEPEXONHBIE» WIM <«HEO-
HaTaJlbHbIe» W MCYE3aIX TIPU TIPUMEHEHUHU JIeYeOHOTO
muTaHus. TOJBKO 8 MAlIMEHTOB HYXIAJIUCh B XUPYPTIH-
yecKoM JieueHuu [16].

IennepHble  pasnuuus. lamakrozemusi OAMHAKOBO
4acTo BCTpeyaeTcsl Kak y AeBOYEK, TaK U Y MaJIbuMKOB.
INamueHTHI 3keHCKOTO T0J1a cTtapie 10 JieT MeJn 10CTO-
BepHO OoJjiee HU3KME cpemHue ImokKasaTenu 1Q, yem numa
MyXcKoro 1ojia. OHaKO OHU He pa3Invaauch 1o MOTOP-
HBIM U peueBBLIM IToKa3aTessiM [28].

OrtnasieHHbIE OCIOXHEHUS. JlorocpoUYHbIe pe3yabra-
THI y JIETE# CTaplero Bo3pacTa M B3POCJbIX C Kilaccuye-
CKOI TaJaKTo3eMHell CBUIETETLCTBYIOT O BO3MOXHOCTU
pa3BUTHS KaTapaKThl, 3aIeP>KKHU U Ae(heKTOB pedH, OTCTa-
BaHUS B pOCTe, HECITOCOOHOCTH K OOYYEHUIO, HATUIUST
KOTHUTMBHBIX HapyIIeHUI, HEBPOJOTMUECKOTO aedu-
uuTa (TpeMop, AUCTOHUS, SKCTparMpaMuIHble Hapyle-
HUSI, aTaKCHs) U TIPEKAEeBPEMEHHON HeI0CTaTOUHOCTU
SMYHUKOB JaxkKe TIpU paHHEU M aneKBaTHOU Tepanuu [41,
42]. lnutenbHOe peTpocrieKTHBHOE obcienoBaHue 270
MalMeHTOB ¢ KJIACCUUYECKOW TajaKTo3eMUel MoKasaso,
4yTO Oe3rajlakTo3Has JAWeTa He TMpeloTBpainaeT hopMu-
pPOBaHMS MO3THUX OCIOKHEHUI OOJIE3HU, BKITIOYAIOIINX
MopakeHue HEPBHOM CUCTeMbI U SMYHUKOB [24]. Crenyet
OTMETHTb, YTO MPOSIBICHUS OCTOXKHEHUI MOTYT MEHSITh-
¢ Jaxe y JIoJel ¢ OMHUM U TeM XK€ TeHOTUTIOM, CBSI3aH-
HBIM C KJIaCCUYECKOM rajakro3eMueii [43, 44].

ITpuumHbl HEA(PHEKTUBHOCTU TUETHI C OTPAHUYECHU-
€M TaJaKTO3bl B OTHOIICHUM OTIAJEHHBIX TPOSBICHUIA
3a00JiIeBaHUST OCTAlOTCSl HESICHBIMU. s OOBsICHEHMSI
HEYIOBJIETBOPUTEBHBIX PE3YJITATOB JIeYeHUsI OBLIO BbI-
CKa3aHO HECKOJIbKO THUITOTe3, OCHOBAHHBIX Ha TOMCKE
JTOTIOJTHUTEJIBHBIX MCTOYHMKOB TaJaKTO3bl B OpraHU3Me
1 HaKOTJICHUY TOKCUYHBIX TIPOAYKTOB TMTPOMEXKYTOUHOTO
obmeHa. [lpennonaratorcst ciaeayrommue MPUUYUHBI HU3-
Ko 3h(PeKTUBHOCTU TEpATTUU:

*  HaJu4re HeOOJBIIOTO KOJWYECTBA TaJlaKTO3bl B AUE-
TUYECKUX TIPOAYKTAX, CO3MaHHBIX HA COEBOI OCHOBE;

*  TOKCHUYECKOE AENCTBUE BBICOKMX KOHIIEHTpAIIWii ra-
J1aKkT030-1-ocdara;

* HaJU4Me HEIMOMIAIONIETOCS KOHTPOJIO TTOBBIIIE-
HUSI DHIOTEHHOTO CHHTE3a TajaKTO3bl M TajlaKTo-
30-1-ocdara;

* HEIOCTaTOYHOCTh YpuAuInudochoramakrosbl, BO3-
HUKatoulasi B pesyaprate osoka [AJIT u, kak cien-
cTBUE, 1e(EKT peaKlil ralakTo3uanupoBaHus [22].

KnuHuyeckuin BapuaHT ranakrosemum | Tuna

Jlua ¢ KIIMHWYEeCKUM BapMaHTOM TaJlaKTO3€MHUU
I tuna MOTYT HMMETb HCEKOTOPLIC XapPaKTCPUCTUKU
KJIaCCUYECKOM raljaktTo3¢MuMn, B TOM 4YHUCJIE€ paHHEC
pa3sBUTHUEC KaTapaKThl, 3a00JIeBaHUsI INEYCHU, JICTKYIO

YMCTBEHHYIO OTCTaJIOCTh, aTAKCUIO U 3aJePXKY POCTa.
VY nmereii, KOTOpPbIE HE TIOJyYadu O€3JIaKTO3HBIC CMECH,
KJIWMHAYECKUII BapUaHT TaJlaKTO3eMUM MOXET TpPUBE-
CTH K OITACHBIM JJISI XKM3HU OCTIOXKHEHUSIM, B TOM YHCJIe
K TIpo0JeMaM, CBSI3aHHBIM C 3a[ePXKKOI HEpBHO-TICHU-
XMYECKOTO Pa3BUTHUsI, TEMATOIEJITIONSIPHBIM ITOBpe-
KIEHUSM (B TOM YHCJIe [IAPPO3aM U KPOBOTEUECHUSIM).
HeTtu, HaxoasImecst Ha 6€3J1aKTO3HOM IreTe B TeUeHUe
nepBbIX 10 gHEN XU3HU, HE UMEIOT TSIKEJBIX OCTPBIX
HEOHAaTaIbHBIX OCJTOKHEHWIA.

Buoxumuyeckunin BapuaHt ranakrosemum | Tuna

BuoxuMuueckuii BapuaHT SIBJISIETCSI CaMO#l pacrpo-
CTpaHeHHOI (pOpPMOIi ralakTo3eMUM, HE NMEIOILEH KIIU-
HUYECKUX MPOSIBJICHUA.

AunddepeHunanbHbii gUuarHo3

TIpu nuddepeHImanTbHO TMAarHOCTUKE CIeNyeT MC-

KJoyarth [22]:

* HACJIEACTBEHHYIO HETEPEHOCUMOCTh (PPYKTO3bI (11e-
(utut dhpykroso-1-docdaTanbronassl);

*  JIeULNT raJaKTOKWHA3BI,

*  JIeUInT 3rMMepassbl;

*  MH(pEKIMOHHbIC 3a00JeBaHNUS;

*  OOCTpYKTMBHBII BapuaHT XeJIYHOKaMEHHOM 0o0je3-
HU, BKJTIOYasi CUHIPOM AJIaXXWJsl, TPOTPECCUBHBII
CeMEHbII BHYTPUIIEUEHOUHBIN XosiecTa3 (00JIe3Hb
Byler) u neduuT uMTpUHA;

*  TEMOXPOMAaTO3 HOBOPOKIEHHBIX;

* Tupo3uHeMuio | Tura;

* JIpyryve Merabosnyeckue 3abosieBaHus, BKIO4as 00-
ne3nb Humana—ITuka tun C.

BepaeHue 00NbHBIX C ranakTo3eMmen —
avetotepanus [45]

CreayeT TOMHHTh, YTO B OXWIAHUU DPE3YITbTATOB
HEOHATaJTbHOTO CKPUHWHTA TIPY paHHUX TPU3HaKax 3a-
60JIeBaHMS BpaY JOJKHBI OBITH TOTOBBI K TUETUIECKOI
KOPpEKIUM U YAaJICHWIO JIAKTO3bl M3 MUTAHUS HETei.
ITpu rajakTo3eMUM CleAyeT UCKIIOYUTH TPYIHOE MOJIO-
KO, MOJIOUHBbIE CMECH, COIepKalllde JIAKTO3Y, KOPOBbE
MOJIOKO, MOJIOYHBIE TTPOAYKTHI, TIPOAYKTHI, COIEpKAIINe
Ka3eMH M CBIBOPOTKY. Psi TPOAYKTOB pacTUTEIBHOTO
MPOUCXOXICHUST CONEPKUT OJIUTOCAXapuabl — Trajlak-
To3uabl (padduHO3Y, CTaxuo3y) M HYKJICOMPOTEUHBI,
KOTOpbIE MOTYT OBITh TMOTEHIUATbHBIMU MCTOYHUKAMU
ranakro3bl. UCTOUHUKYN rajiakTo3uaoB: 0000BbIE — TO-
pox, 60051, hacosb, YeueBuiia, Malll, HYT U JIp.; cosi (HO
He M30JIAT COeBOro Oelika); IIMMHAT, KaKao, IIOKOJAa;
opex. MCTOYHUKM HYKJIEONPOTEMHOB: TeUeHb, MOYKU,
MO3TU U Ipyrue cyonpoayKThl, TuBepHas Kosbaca, siiua.

Oco6eHHOCTU Ha3HavYeHus NpukopmMa
npu ranakrosemMmmun

CocTaB TIPOIYKTOB M OO TIPUKOpPMa, a TaKXke Cpo-
KU WX BBEICHUS TP TaJlaKTO3eMUU OTPaKeHBI B TaOJ. 2.
TTpu BEIOOPE MPOAYKTOB PUKOPMa TTPOMBIIIIIIEHHOTO TTPO-
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«MEQUATPUSA U BETCKASI XUPYPIUs B NPUBOJIDKCKOM PELEPAJIbHOM OKPYTE»

M3BOJICTBA OPUEHTUPYIOTCS Ha CoAepKaHWe B HUX rajiak-
TO3bI (MPY HAJTMYMK MapKUPOBKU Ha 3THKETKe): Ge3omac-
HBIMU CUWTAIOTCST TPOAYKTHI C COAEPKAHUEM TalaKTO3bI
He 6osee 5 mr Ha 100 T ipoxykTa. [1py HaTMUIMM TaTaKTO3E!
B kosmyectse oT 5 10 20 mr Ha 100 T — MPOAYKT MpUMEHSI-
€TCsl C OCTOPOXKHOCTBIO TIOJ] KOHTPOJIEM YPOBHST OOIIIEl Ta-
JTAKTO3BI B CBIBOPOTKE KPOBH, TPU CONEPKAHNY TaJTaKTO3bI
6osee 20 mr B 100 T — MPOIYKT HE UCITOIB3YETCS.

Jlo cux mop HEeT eIWHOTO MHEHMS IO TOBOAY Orpa-
HUYEHUST TIOTPEOJIeHUsT TallaKTO3bl y NeTell TPYIHOTO
U paHHETo Bo3pacTa Ipu BapuaHTe Jyapte. Y aTux mamm-
€HTOB TMOCJIe TTpYUeMa JIAKTO3bI TIPOUCXOIUT HAKOTIJICHUE
MeTaboimTa TajakTo30-1-¢gocdara, HO, KaK IPaBUJIIO,
6e3 opMUpoBaHUS OCTOXKHEeHMI [38].

B TeueHMe TTepBhIX Mecs1IeB KU3HU pebeHKa Ha (hoHe
0e3/1aKTO3HOM JUETHl YPOBEHD OOIIEl TralakKTO3bI MOXKET
OBITH BBIIIIE, YeM Y 3[0POBBIX IETEl, OHAKO OH He TOJIKEH
npeBbIIaTh 3—5 Mr%. Bapocible 60JbHbIE 3HAYUTETBHO
Jlerye TIepeHOCT JJaKTO3HYI0 Harpy3ky. Heo6xomumocTthb
OrpaHMYEHMST TOTPEeOJCHUS MOJOKAa Ha TPOTSKEHUU
BCcell KM3HU SIBsIeTCsl cropHoii. TeM He MeHee 0OJb-
IMWHCTBO CIEUATMCTOB MOIIEPXKUBAIOT TTOKU3HEHHYIO
nuetotepanuio. CieayeT TOMHUTD, YTO TIOJHOCTBIO HC-
KJTIOYWTh TaJaKTo3y M3 pallMoOHa TPYAHO, TaK KakK OHa
MPUCYTCTBYET B CaMbIX pa3HOOOPa3HBIX MUILIEBBIX MPO-
JYKTaX. YCTAHOBJIEHO, YTO OUETUYECKHE OTpaHUYCHUS
BO BpeMsl OepeMEeHHOCTH He BJIMSIOT Ha TOJTOCPOYHBIE
OCJIOXKHEHMS y Ttona [46].

Uudopmauus o nekapcTBeHHbIX Npenaparax

BaxkxHO TOMHUTB O TOM, YTO CYIIECTBYIOT JIEKAPCTBEH-
HbIE TIperaparsl, CoAepKalllie JIAKTO3Y WU TallaKTo3y
(TabneTKu, KarcyJbl, MOACIAIEHHbIE JTUKCHAPBI, TOMEO-
TTaTUIeCKUe Tpernaparthl), KOTOPbIe CIIeayeT UCKITI0UaTh,
0COOEHHO B TIEpMoOJ MilaieHuYecTBa. Henb3st Takke 1mostb-

30BaThCsl HACTOWKAMM U CIIMPTOBBIMU JIEKAPCTBEHHBIMU
¢dopmMaMu, KOTOPbIE 3aMEIJISTIOT SJTMMUHAIIAIO TAJIAKTO3bI
u3 meyeHu. MccienoBaHus MOKa3bIBalOT, YTO, HECMOTPSI
Ha 9K30T€HHOE OrpaHWYeHUE TOCTYIJICHUSI TaJlaKTO3bl
B OpraHuM3M pedeHKa, CYIIeCTBYeT SHIOTeHHasl BbIpabOoT-
Ka rayjakto3sl B Koiamdectse 1,0—2,0 r/cyr. Just cHuxe-
HUS o0pa3oBaHMsI rajakTo3a-l-gocdara MCHONB3YIOT
nHruouropsl pepmenta IAJIK [10, 37].

JleyeHune ocnoxHeHuii [22]

OdTanbMonorndyeckoe JieueHue. XUPYPrudeckoe
BMEIIIaTeTbCTBO IO TTOBOAY KaTapaKThl JOJIKHO OBITh
MPOBEICHO B T€UEHKE TTEPBOTO rofa KU3HU.

Koppekins peun. I[TaneHTHI ¢ anpakcueil 1 au3ap-
TpUel peur HYXIAIOTCS B KOPPEKIIUU C YIaCTHEM JIOTO-
nena, iedexrosora, HeBpoJiora, ICUXMaTpa.

Koppekiiust HepBHO-TICUXUYecKoro pa3putust. Heo6-
XOIMMO oOcJieIoBaHUE y TICUX0JIora pebeHKa C rajlakTo-
3eMuelt B Bo3pacte ogHoro rona. [lcuxosor, paboratotiuii
B TECHOM KOHTaKTe C JIOTOTIEJIOM W JIeYallliM BpavyoM,
JOJDKEH MMETh TIIaH JICYSHUS C YUYEeTOM TICUXOJIOTHYe-
CKMX OcoOeHHocTeil Kaxmoro pebeHka. CocraBieHue
WHAWBUAYAJIBHOTO Y4eOHOTO TulaHa W/MIW OKa3aHWe
MpodeccuoHaTbHOM TTOMOIIN IICUX0JIOTa U Tiearora He-
00XOIUMBI JUTSI (POPMUPOBAHUS YIeOHBIX HABBIKOB.

JleyeHWe MpeXAeBPEMEHHOW HEIOCTATOYHOCTU S~
HUKOB. JIeBYIIKN-TIOAPOCTKN JOJDKHBI OBITh HaIpas-
JIEHbl Ha KOHCYJIBTAlUI0O K IETCKOMY 3HIOKPUHOJIOTY
1 TUHEKOJIOTY, KOTOPBIN CIIeIMaTu3UpyeTcss Ha OKa3aHUU
oMoy npu 6ecrutonuu. MeroTcst naHHbIe, CBUACTEb-
CTBYIOIIIME O TOM, YTO YMEHBIIIEHWE KOJMYECTBA WIIN Ha-
pylieHue co3peBaHMs (DOJUTMKYJIOB SIMUHUKA TP KJ1ac-
CHYECKOW TaJlaKTO3eMHU MOXET OBITh TMOTEHIIMAIBHO
M3JIEYNMO C TTOMOIIBIO SK30TeHHOM (hapMaKOJIOTUIEeCKOM
CTUMYJISILIAA TOHAAOTPOITHBIX TOpMOHOB [37].

Tabauya 2. Cpoku BBeieHHS MPUKOPMA I€TSM NEPBOTO roJia XKU3HHU € TAJaKTo3eMHueil

TTpoaykTel u G012

Bospacrt, mec

CoK (DpyKTOBBII
dpykToBOE MIOpE
OBo1IHOE ITIope
Karim MmonoyHbie
Karm 6e3monouHbie

Tsopor
Sito (KeJnTok)

MsicHoe mope

Pri6a

Kedup u apyrue KMcioMona04Hble TPOLYKThI

Cyxapu, neyeHbe (0ObIYHbBIE)

Cyxapu, neyeHbe (He copepKaliue KOMIOHEHTOB MOJIOKA)
PactutenbHoe macio

C1MBOYHOE Macjio

4
4,5
5
5-5,5

[Tocne 12 mec xu3Hu
(He yamie 2—3 pa3 B HeJIeJI0)

6
8
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MpodunakTnka HayanbHbIX NPOSBIEHUN
Knaccuyeckoi ¢popmbl U KIIMHUYECKOro BapuaHTa
ranakrosemMmuu

Juetorepanusa. Bcem nersiM, y KOTOpPBIX aKTHUB-
HocTh (pepmeHTa TAJIT a3puTpolIMTOB MeHee WM paBHA
10% OT KOHTPOJBHBIX TMOKa3aTeJleil W KOHIIEHTPALUS
rajakro3o-1-¢ocpara spurpountoB Oosee 10 mr/mi,
Ha3zHavaeTcsl 0e3/lakTo3Hasi aueTa. DTO CBSI3aHO C TeM,
YTO Y HOBOPOXKIEHHBIX, HAXOSIIIMXCS Ha €CTECTBEHHOM
BckapMmamBaHuu, B 90% ciydaeB MCTOUHUKOM YTJIEBOIOB
SIBJISIETCS JIaKTO3a. MI3BeCTHO, YTO B MATEPUHCKOM MOJIO-
Ke TIPUCYTCTBYeT 6—8% 1aKTO3bl, B KOpOBbeM — 3—4%,
B OOJIBIIIMHCTBE TETCKUX cMeceit — 7%.

JleyeOGHBIMU TPOAYKTAMU TI€PBOOYEPETHOTO BBIOO-
pa 11 OOJBHBIX TIEPBOTO ToJia KU3HM SIBJISIIOTCSI CMECHU
Ha OCHOBE M30JIsITa COeBOro Oeika (Hampumep, Isomil®
unu Prosobee®), B KOTOPBIX MOJHOCTBIO OTCYTCTBYIOT
pacTuTebHbIe TajdakTo3uabl. HeoOXomumo TOMHUTS,
YTO MPU HA3HAYEHUN CMeCceil BO3MOXKHO TIOSIBJIEHUE al-
JIEPTUYECKUX PeaKIMil Ha COeBbIM OeJIoK U (BPyHKIIMO-
HaJIbHBIX 3aTT0POB. B Takux ciayyasix 1ie1ecoo0pa3Ho Mpu-
MEHSITh CMECH Ha OCHOBE TMAPOJi3aTa Ka3enHa, KOTOpbIe
colepXar HeOOJIbIIIOEe KOJMYECTBO TaJlaKTO3bl, TaKue
kak Alimentum®, Nutramigen®, u Pregestimil®. B 3aBu-
CUMOCTH OT COCTOSIHUSI peOeHKa UCTIOIb3YIOT COueTaHne
COEBOI CMECU M CMECH Ha OCHOBE TUIIpOJIM3aTa Ka3zenHa
B cooTtHomieHun 1:1. Bo3amoxxHO TipumeHeHUe (opmy-
6l Heokeit®, KoTOpast He COIEPXUT HU CBOOOIHYIO,
HU CBsI3aHHYIO TajakTo3y [47]. Takke peKOMEHIyIOT-
csl Ka3eMHIPEJIOMUHAHTHBIE 0€371aKTO3HbIE MOJIOYHbIC
cmecu, Hanipumep DHbamun 0 — Jlakt (Mun J>KOHCOH,
CHIA). Cmecu ¢ ipeobiagaHueM ChIBOPOTOYHBIX OEJTKOB
He CJIeyeT UCIIOb30BaTh B IUETOTEPAIIUM Y IeTei TPy/I-
HOTO BO3pacTa, TaKk KaK OHM MOTYT COJIepXKaThb CJIeIOBbIC
KonmyecTBa TajgakTo3bl. CrienraJn3upoBaHHbBIE CMECHU
BBOJISIT B pallMOH OOJLHOTO MOCTEINEHHO, B TeueHue 5S—7
IHel, HavyaTbHbIE I03bI COCTABNAT '/,—'/, 9acThb OT He-
00XOIMMOTO CYTOYHOTO KOJIMYECTBa, OJHOBPEMEHHO
YMEHBIIAIOT JOJII0 XEHCKOTO0 MOJIOKA WJIM JETCKON MO-
JIOYHOM CMECH JI0 TIOJTHOTO MX UCKJTIOUEHUSI.

Jnss MoHuTopuHra 3(GEKTUBHOCTU AUETOTepariuu
WCTIOB3YIOT OLIEHKY KOHIIEHTpalluM TajakTo30-1-doc-
¢ara sputporuToB. Ero ypoBeHb y JIUII C KiIaCCUYECKOM
rajlakTo3eMueil OCTaeTcsl TMOBBIIIEHHBIM 10 1—5 mr/mi
MPY HOPMaJIbHBIX TTOKa3aTensix MeHee 1 mr/mi [43].

OucnaHcepHoe HabnoaeHne

Hab6monenue nuIl ¢ TagakTo3eMHeit JOKHO OCyIIe-
CTBJISITHCS PETYJNSIpHO. Y MallMeHTOB C KJIACCUYEeCKOM
dopMoii U KIMHUYECKUM BapUAHTOM TaJIaKTO3EMUU Clle-
JIyeT KOHTPOJIUPOBATD:

* KOHILIEHTPALIMIO TaJIaKT030- 1 -pocdaTa 3pUTPOLIUTOB.
CrnemyeT TOMHUTD, YTO TOT METAOOJUT SIBIISIETCS MapKe-
POM OLICHKM OOOCTPEHUST Tporiecca TPy TIpreMe TalaKTo-
3bl. [1pM yBeTMYEHUM €TO YPOBHSI ClIeAYeT UCKATh MPUINHY
M30BITOYHOTO MOCTYIIJIEHHS TATaKTO3bI C TTUIIIEI;

* omnpeleieHre TajakThTosa (MPOAyKTa ajbTepHa-
TUBHOTO TTyTU MeTaboJIM3Ma TajJlakTo3bl) B Moue (3Haye-
HUS BbIIe 78 MMOJIb Ha 1 MOJIb KpeaTUHUHA CYMTAIOT-
csl TIOBBIIEHHBIMK). OIHAKO €r0 YpOBeHb HE 3aBUCUT
OT yNnoTpeOeHUs raTaKTO3bI.

B TedeHume mepBOro Toma XXW3HU pebeHKa ¢ rajiak-
TO3eMHMeNl TeCTUpPOBAaHKME MPOBOIMUTCS OAWH pa3 B 3 Mec
WA TI0 Mepe HeOOXOAMMOCTH B 3aBUCUMOCTH OT XapaK-
Tepa MOTEHIMAIBHBIX OCTPHIX OCIOXHEHUH, B TeYeHHE
BTOPOTO Tojia XXKM3HU — Kaxable 6 Mec, y IeTeil crapiie 2
JIET — OOWH pa3 B rofl. Y OOJIbHBIX C OMOXUMUYECKUM Ba-
PMaHTOM TajJaKTO3eMHH, TAKUM Kak BapuaHT [lyapte D,
¢ reHoTturioM ¢. [940A> G;. C.-16_119delGTCA] pexo-
MEHIIyeTCS KOHTPOJIMPOBATh COCTOSTHUE 3M0POBbS OIWH
pa3 B TOM, JaXe eCJM OHM He TOIydaloT 0e3IaKTO3HYIO
JIMETOTEPaITHIo.

KOHCyﬂbTaLWI'iI cneuynanucToB

Koncynbramust neaguaTpa OCyIIeCTBISIETCSI ¢ OLICH-
KO (hU3NYEeCKOro, HEPBHO-TICUXUYECKOTO W TTOJOBO-
ro pa3sutus. KoHCynbTauusi TMETOJIOTa TPOBOIUTCS
o nmokaszaHusM. KoHcynbranuys odraibpmoiora — B 3a-
BUCHUMOCTH OT HAJTMUUS UJIU OTCYTCTBUS Y HOBOPOIKIECH-
HBIX KaTapakThl. ECT OHa OTCYTCTBYET, TO HaOTIOAeHIE
OCYIIECTBJISIETCSI B TOIOBAJOM BO3pacTe, B BO3pacTte
5 JleT U B MOAPOCTKOBOM Bo3pacte. Jljisi malmeHTOB
¢ KJlaccuuecKoi (popMoii rajlakTo3eMUM He XapaKTEPHO
pa3BUTHE KaTapaKThl y JAETel MOCJe TPEXJIeTHErO BO3pa-
cra [48]. KoHcynbraius jororeaa mokadaHa BCEM IETSIM
B Bo3pacte 18 mec. KoHcynbrauust ncuxosora Heo0Xo-
IUMa JeTIM B BO3pacTe OIHOTO Toja, 3aTeM KaXIble
1—3 Toaa B 3aBUCUMOCTH OT CTEIeHU 33 PKKH HEPBHO-
TIICUXUYECKOTo pa3BuTus [27].

KoHcynbralmm sHIOKPUHOIIOTa M TMHEKOJIOTa pe-
KOMEHAYIOTCST JUISI OLIEHKW TIPeXIeBPEMEHHOM HeIo-
CTATOYHOCTU SAMYHMKOB. [TokazaHO M3MepeHMe YPOBHS
acTpanauona, (hOIUKYIOCTUMYJIUPYIOIETO U JIIOTEUHU-
3UPYIOIIETO TOPMOHOB B TIIa3Me KPOBU Y JIUII JKEHCKOTO
roJia B BO3pacTe OJHOTO, ABYX JIET U B MEPUO MTOJOBOTO
co3peBaHus. JlanbHelilee TeCTUpOBAHUE 3aBUCHT OT TTO-
JIOBOTO CTaTyca W HaJIWYMUS WU OTCYTCTBUSI TIepBHY-
HOWM WM BTOPUYHOW ameHopeu u ee jieyeHus. OrieHKa
YpOBHS Kabliusl, docdopa, 25-ruapokcuButamuHa D
B TUTa3Me KPOBU TTPOBOIUTCST €3KETOIHO U TT0 TTOKa3aHUSIM
JUIsl ompeseeHust octeoneHuU. [ToCKoMbKyY y G0IbHbIX
¢ KJIaCCUYECKOM TallaKTO3eMHel CHIKeHa MUHepaIbHast
TUTOTHOCTh KOCTHOM TKaHU, peKOMEHI0OBAHO TTPOBEICHNE
JIByX2HEPTeTUYECKOM pEHTTeHOBCKOM abCOpOIIMOMETpUI
JUTSL TeTel B 6 JIET U B TIepUOJ, TIOJIOBOTO CO3pEeBaHUSI.
Jnst ynydiieHuss MUHEpad3aluu KOCTHOM TKaHU Ha-
3HayatoT ButamuH D (6onee 1000 ME/cyt), Butamun K
U npenapaThl Kajablus [49].

Menuko-reHeTHUeCcKoe KOHCYJIBTUPOBaHUE TPOBO-
JIIUTCS B CEMbSIX TPOOAHIOB IJIST TIPEIOCTABICHUST WH-
dopmary o XxapakTepe HacJaeIOBaHUS U TTOCIEACTBUSIX
TeHEeTUYECKUX HApYIIeHWI, a TAKXKe JUTS IPUHSTHS 000C-
HOBaHHBIX MEAULIMHCKUX pelleHuit [22].
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Mporxos [50-52]

an/[ OTCYTCTBUM JICYHCHUA TAXKEIad KJIaCCUYCCKasd ra-

JTAKTO3eMUSI SIBJISIETCST OTTACHBIM JIJIST XKM3HU 3a00J1eBaHN~
€M M MOXET TIPUBECTH K JIETAJTbHOMY UCXOIY B IEepUOJIe
HoBopoxaeHHOCTU. [lanmeHTsl, He cobonamIme 6e3-
JIAKTO3HYIO THUETY, OOBIYHO MMEIOT MOopaXkeHue MeYeHH,
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