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BBEJAEHHUE

CHuxeHue 1eTcKoi 3a00JIeBaéMOCTH M CMEPTHOCTHU SBJIIETCS OJHOM U3
BaXKHBIX 3a/1a4 37paBooxpaHeHus. Celiuac pa3pabOTaHO U BHEJPEHO B MPAKTHU-
Ky MHOTO HOBBIX YCIIEIIHBIX M€p OOpbOBI ¢ UHPEKIUOHHBIMU U AJIUMEHTAPHBI-
MU 0OJIE3HSIMU, HO HECMOTPSI Ha 3TO HACIEACTBEHHAs MaTOJIOTHSl OCTAETCS Be-
nymuM GakTopoM 3a00JIeBAEMOCTH U CMEPTHOCTH Y JIETEH.

JlnarHocTvka W JIeYEHUE BPOXKIEHHBIX HapyIlIeHUW MeTadonu3zmMa —
cloXHas 3anaya aa neguatpa. C oJHON CTOPOHBI, AMATHOCTUUYECKUE TPYIHO-
CTH CBSI3aHBI C KIMHUYECKUM TOJIMMOP(PU3MOM 3a00JI€BaHMM, TTO-pa3HOMY TTIPO-
TEKAIOUIMX y JeTel pa3IM4yHOro BO3pacTa, C APYrol — YTO caMbl€ pa3IMyHbIe
HapylieHus: oOMeHa B OJHOW M TOM e BO3PACTHOM T'PYIIE MOTYT UMETh CXOJ-
Hble KIMHMYECKHEe MposiBieHUs. OcoOble TPYIHOCTH BbI3bIBA€T AMATHOCTHKA
BPOKJICHHBIX JE(PEKTOB METabOIM3Ma y HOBOPOXKJICHHOTO. 3a00JIeBaHUs MPO-
TEKAIOT TSDKEJIO M 3aKaHYMBAKOTCS JIETAJIBHO JI0 TOrO, KAK CTAHOBUTCSI OYEBU-
HOM crienupuryeckas MeTaboIrueckas 1 HeBpoJlornueckas kaptuHa. B nmepuoze
HOBOPOKJEHHOCTHU MPOSBISAIOTCA PUMEPHO 25 % M3BECTHBIX HACIEICTBEHHBIX
OoJie3Hell oOMeHa BEIIECTB U MOYTH BCE OHM OTIMYAIOTCS O0COOOU TSAHKECTHIO
coctosiHus pedenka. [lo ocTpore Havyasia U TEYEHUIO HACJIEICTBEHHbIE OOJIE3HU
oOMEHa BEILIECTB B HEOHATAJIbHOM MEPHOJE MOrYyT HAalOMUHATh HEUpOMH(EK-
MU U HelpoaucTpecc-cuHIApoM. [103ToMy GOJIBIIMHCTBO ETEl C HEOHATalb-
HBIMH (DOpMaMU HACJEACTBEHHBIX J€PEKTOB METa0OIM3Ma YMUPAIOT B NIEPBHIC
MECSLIbI XKU3HU 0€3 YCTAHOBJIEHHOTO TMAarHo3a WM JJIUTEbHO HAOIIOAAI0TCS C
CaMbIMH pa3HbIMU MarHo3amu. Yaiiie BCEro HacleJICTBEHHbIE 00JIe3HN 0OMeHa
CKPBIBAIOTCSI TIOJI MAaCKOM JETCKOTO LepeOpabHOro napainia, yMCTBEHHOU OT-
CTAJIOCTU W AIWIENCHH, PE3UCTEHTHOW K AHTHKOHBYJIbCaHTaM. [IpuuuHbl He-
OHATaJbHBIX HACIEACTBEHHBIX META0OIMUECKUX HAPYIICHUH MHOTOYUCIICHHBI.



ITUOJIOTUA HACJTEACTBEHHBIX 3ABOJIEBAHU OBMEHA BEIIIECTB
C MAHU®ECTAIIMENA KINHAYECKHUX IMMTPOABJIEHUI
B HEOHATAJIBHOM IIEPUOJE

Hapymenus MeTa00/1u3Ma aMMHOKHCJIOT

Hapymenus nmkna cuHTe3a ModeBUHBI (nedumur N-amerwirimyramart-
CHUHTETa3bl, KapOamousdocharcuHTeTaspl, OpHUTHHKapOaMouITpaHchepassbl,
APTUHUHCYKIIMHATCUHTETA3bl, ApTUHUHCYKIIMHATIINA3GI U apTUHA3bI).

['unepopHUTHHEMHS — TUIIEPAMMOHUEMHUS — TOMOIUTPYJUTHHYpHs, 00-
JIE3Hb C 3aMaXOM MOYHU «KJIEHOBOTO CUPOIa (JEHIIUHO3).

Hapymenuss MeTad01u3Ma OPraHn4ecKnux KUCJI0T

HexeToTnueckasi THIEPTIUIIUHEMUSL.

N3oBanepuaHoBas aluaeMus.

[IponmmoHOBas alUAEMUsI.

MeTtuimanoHoBas aluaEMUs.

MeBanoHoBas auuypusl.

3-TUAPOKCU-3-METHITIYTapOBas alluIeMUsl.

MuToxoHaApHAJbHBIE SHIEe(PATONATHHI

Hapymienus B cucteme nupyBaTASTHAPOTe€HA3HOTO KOMIUIEKca (IePuIuT
MUPYBAaTKApOOKCUIIA3bl, MUPYBATACTUAPOTeHA3bI, JTUTHIPOJIUNIOUITPAHCALICTH-
J1a3bl U TUTUIPOIUIOUIIIETUAPOTEeHA3HI).

Hapymenusa ¢pyHkuuid nprxarenbHoi nenu (neduuutsl pepmentos -1V
KOMILIEKCA JIbIXaTeIbHOM 1IeTH ).

Hapymienus ¢yuknuit pepmenton nukia Kpedca (nepuuut dhymapassi,
CYKUIMHATACTUAPOTCHA3bI, O,-KETOTIyTapaTIeTUIPOTreHa3bl 1 aKOHUTA3bI).

Hapymenus cuaTe3a u oOMeHa KapHUTHHA (CUCTEMHAs HEIOCTaTOYHOCTh
KapHUTHHA, Ne(ULIUT KapHUTHUHIAIbMUTOMATpancdepassl || u anuiakapHUTHH-
TPaAHCIJIOKA3BI).

Hapymenus p-oxkucneHuss >KUpHBIX KucaoT (aeduumtsl  anmin-C,A-
JNETUIPOTEHA3 )KUPHBIX KUCIIOT ¢ KOPOTKOM, CPEAHEN, JITMHHOW U OYEHb JIJINH-
HOM yTJIepOIHOM LIEeThI0, MHOXKECTBEHHBIN AedunuT aruia-C,A-aeruaporeHas).

Hapyumenusi oOMeHa 0uoTHHA

Hedurut 6MoTHHUAA3HIL.

Jledunut cuHTETa3bl TOJ0KAPOOKCHIIA3.

boJjie3nn nepoxcucom

Cunapowm IlenbBerepa.

HeonaranpHas aapenonekoauctpodusi.

['unepnumnekoyioBast ayuIeMHsl.

Hedwumut anun-C,A-okcuaa3bl IEPOKCHCOM.

Hedurut 3-okcuanui-C,A-THOJa3bl IEPOKCUCOM.

budyHkmonanbHas HEIOCTATOYHOCTH TPOTEUHOB.



Jleiikogucrpoduu

bonesns Kpaboe.

Jletixonuctpodus KanaBana—Ban borapra—beprpanna.

MeTtaxpomaTudeckas JeHKOIUCTpOodus.

Jletikonuctpodus Ienuneyca—Mepridaxepa.

Cynano¢uibHbIE JIEHKOTUCTPOPHH.

Hapymenusi 00MeHa yriieBoioB

Hedunut ppyxTo30-1,6-abmonassl.

HacnenctBenHas HEMmepeHOCUMOCTh (PPYKTO3HI.

["amakTozemus (medurut ramakroso-1-pocharypuaunrpanchdepasbr).

Penko BcTpeuaroTcsi HeoHaTanbHBIC (OPMBI 3a00JIeBaHmi: 00JIe3Hh MeH-
keca, mmkoreHo3 tumna ll, 6one3ns Humanna—Iluka u I'ome, cunapom bapra,
tuposuHemus | Tuna, 6osne3Hs Anblepca, a TakKe CHaIUI03.

INUAEeMHOI0THA

JlaHHBIE O PACTIPOCTPAHEHHOCTH HaWOoJiee M3YUYEHHBIX HACEACTBEHHBIX

MeTabOoJIMYECKUX 3a00JIeBaHUI NpUBEACHBI B Ta0I. 1.
Tabauya 1
PaCHPOCTpaHeHHOCTb HaCJIeACTBCHHBIX 3a00J1eBaHNii 00MeHa BEIIECCTB
B HCOHATAJIbHOM IIEepUoOae

3a0os1eBanne Kos1-Bo ponoB
Hedunut annn-C,A-neruaporeHassbl KUPHBIX KHCIOT CO 1/9 000-1/13 000
CpPEIHEN IIIMHON YIIIEpOAHOU LIENH
["anakTo3eMust 1/23 500-1/101 000
Tupo3unemus | Tuna 1/30 000
Jleunut OMOTUHUTA3HI 1/35 000-1/54 000
MeTtui MaToHOBas allUAEMHUS 1/48 000
Cunnpom llenbBerepa 1/50 000-1/100 000
HekeroTrnueckas runepriimiuHeMus 1/55 000
JlepuuuT apruHUHCYKIIMHATINA3BI 1/70 000
Jledunut opauTHHKapOaMOnITpaHCchepas3sl 1/80 000
JlepuuuT apruHUHCYKIIMHATINA3BI 1/90 000
Bone3ns ¢ 3amaxomM MOYHM «KIICHOBOTO CHPOTIaY 1/200 000
W3oBasiepuanoBas anueMus 1/200 000
Jedunut apruHUHCYKIIMHATCHHTETA3bI 1/250 000
[IponmoHOBas aryIeMus 1/350 000
ApruHuHeMus 1/990 000
Jedunut kapbamonndocharcuHTETa3bl 1/1 000 000-1/800 000

I'eneTnuyeckue J1aHHBIE

BoabmMHCTBO BPOKIACHHBIX Ne(EKTOB METabOIM3Ma C MPOSBICHUSIMH B
HEOHATaJIbHOM IEPUOJIE UMEIOT ayTOCOMHO-PELECCUBHBIN THUIT HACIIEIOBAHUS.
UckmtoueHusMu  SIBIISIFOTCS. HEOHATabHAS aApEHOJEUKOAUCTPODUs, JTeUKOIU-
ctpodus Ilenuneyca—Meprdaxepa, 6ose3Hp MeHkeca 1 cuaapoM bapra, KkoTo-
pbIE HACIEAYIOTCS MO PEUECCUBHOMY CUEIUIEHHOMY C X-XpOMOCOMOM THILY, U

5



neuuUT OpHUTHHKapOaMomiTpaHcdepasbl, NEpelaroIUiicss JTOMUHAHTHO B
cueruieHun ¢ X-xpomocomoi. [lepunmt nupysBaTAerugporeHasbl 1 MHOXKECT-
BeHHbIN nepuiut ammi-C,A-IeruiporeHa3s UMEoT JBa THUNA HaCJeIOBaHUS:
ayTOCOMHO-PELIECCUBHBIN WM PEUECCUBHBINA, CLUEIJICHHBIA C X-XpPOMOCOMOM.
Hapymenus B cucteme TpaHCIIOPTHOM LIEMU 3JIEKTPOHOB B ABIXaTEIbHOW LIETH
HACJEAYITCS M0 MHUTOXOHJIPHUAIBHOMY THIy (MaT€pUHCKOE HACIIeJOBaHUE).
Hedunut | komrutekca neixatensHoU nenu (C,Q-pemykTassl) mepenaercs Kak
[0 ayTOCOMHO-PELECCUBHOMY, TaK U M0 MUTOXOHAPHUAIILHOMY THUILY, OIUCAHBI
TaKxe X-CLUEIUIEHHbIE (POPMBI.

3HAUUTENBHBIE YCIIEXU AOCTUTHYTHI B MOJIEKYJIIPHON JMArHOCTUKE He-
OHATANBbHBIX NedekToB MeTabonu3ma. B Tabn. 2 mpencraBieHbl BPOXIACHHBIC

MeTaboJInyecKne 3a00JeBaHus C KAPTUPOBAHHBIMU I'€HAMH.
Tabauya 2
Jlokaau3anusi reHOB, OTBETCTBEHHBIX 32 Pa3BHTHE HACIEICTBEHHBIX
3a00/ieBaHUii 00MeHa BeleCTB B HEOHATAJIbHOM IepUo/Ie

KaprunupoBannbie
reHbl

3a00J1eBanune

bone3ns ¢ 3amaxoM MOYM «KJICHOBOI'O CHUpOIIa.

I'en Ela 19913.1-q13.2

I'en E1P3 6p22—p21

I'en E2 1p31

I'en E3 7
W3oBasiepuanoBas anuieMus 1591315

[IpormoHoBast anuaeMust:

o--cyObeTMHUIA 13932

B-cyObenunua 30921-q22
MeTriManoHoBas alyIeMus 6p21.2—pl2

Jeduuut nupyBaTkapOOKCHIIa3bl

Jedunut nmupyBaTaeruIporeHassl:
o-cyOobeIuHHIIA Xp22—cen
B-cyObenunmma 3

11 (mmuHHOE TUTIEYO)

JlepuuT neru1poaunonieruiporeHasbl 7931-q32
Hedumut IV xomruiekca IpIXaTeIbHOMN eTH:
4-51 cyOBeTMHUIIA 16922
VDb-cyobenunmia 2cen—(13
Hedbunmt Gpymapass 1942.1
JleduuT cykunHaTAeruaporeHasbl 1p25-p36.1
Jedpunut kapHUTHHIANBEMUTOMITPaHCepasbl
cunapoMm bapra Xq28
6one3up MeHnkeca Xql3.3

HexeroTtnueckas THINCPIIIMIUHEMUSA

9 (kopoTKOE TIeY0)

Hedunut annn-CoA-neruaporeHassbl KUPHBIX KUCIOT:

CO CpeaHel JIMHOW YTIAEPOTHOM e 1p22.1

C KOPOTKOM YIJIepOIHOM LETbIO 12

C JUIMHHOMW YTJIEPOTHOM IETBIO 2034—q35
Jeduuut 6noTrHUAA3HI 3p25




Oxonuanue mabn. 2

3aGoneBaNLe KaprunupoBaHHbie
reHbl

Jledunut cuHTETa3HI rOJIOKapOOKCHIIa3 21922.1
Cunapowm llenpBerepa 8q21
Bonesnp Kpab6e 1492131
Jleiikoguctpodust KanaBana—Ban borapra—beprpanga | 17pl3—pter
MeTaxpoMaruueckast JSHKOIUuCTpopust 22013.31-qter
Jleitkomucrpodus [Nennmeyca—Mepirdaxepa Xq22
MHoxecTBeHHbIH AehuruT anmwi-CoA-1eruaporenas 15023-25
(meumHT MK TPOHHO-TPAHCIIOPTHOTO (IIABOMPOTEHUHA)

OBIIASA KJIMHUYECKAS XAPAKTEPUCTHKA BPOXKJIEHHBIX
JAE®EKTOB METABOJIN3MA

HecMoTpst Ha TO, UTO TOYHBIM TUATHO3 BO3MOXKEH TOJIBKO TIPH MTPUMEHE-
HUHU JTAOOPATOPHBIX METOJIOB UCCIICIOBAHMS, BAXKHOE 3HAUYEHUE UMEIOT aHAMHE-
CTUYCCKHE W KIIMHUYCCKUE TaHHBIC, HA OCHOBAaHUH KOTOPBIX Bpad MOKET 3aIlo-
JIO3pUTh HAJIMUKE Y HOBOPOKJIEHHOT'O BPOXKICHHOTO AedeKkTa MeTaboIn3ma.

AHaMHe3

dakTopaMu pucKa MO Pa3BUTHIO HACIEJCTBEHHBIX 0OJIe3HEW oOMeHa Be-
IIECTB SIBJISIIOTCS: OJIM3KOPOJCTBEHHBIE Opaku pOAUTENCH; HEBPOJOTHYECKas
CUMIITOMAaTHKa y OJHOTO U3 POJUTENeH; Hamnuue cudca, CTpagaroiero HeBpo-
JIOTUYECKUM 3a00JIeBAaHUEM I YMEPIIETO MO HESICHOW MPUYMHE B HEOHATAIb-
HOM TIEPHOJIE, B MJIQJICHYSCTBE WJIM JCTCTBE. TSKECTh COCTOSIHHMSI HOBOPOXK-
JIEHHOTO HE COOTBETCTBYET OTHOCHUTEIHHO OJIArOMOIYYHOMY TEUCHHIO JAHHOU
OEpEeMEHHOCTH U POJIOB, T. €. OTCYTCTBYIOT YKa3aHUS B aHAMHE3€ Ha TSHKEIYIO
TUTIOKCHUIO TTOAA M aCUKCHIO HOBOPOXKICHHOTO, TPABMATHUECKHE TIOBPEKIL-
HUSI HEPBHOM CHUCTEMBL.

Hauauo 3a00/1eBanust

JI1st MHOTHX HEOHATalbHBIX HEMPOMETA0OINYECKUX 3a00I€BaHUI Xapak-
TEPEH «CBETJIBIH MPOMEKYTOK» MPOJODKUTEIBHOCTBIO B HECKOJBKO JTHEH C
POKJICHUS JI0 TEPBBIX KIMHUYECKUX MPOSBICHUHN 3a0osieBanusa. OH SIBISCTCS
94acThIM, HO HE OO0S3aTECIIbHBIM CHMIITOMOM TIPH HACIIEJICTBEHHBIX OO0JIE3HSIX
oOMEHa BEIIeCTB.

Hapymenus peskuma cHa—00ApCTBOBAHNS

JI1st 310pOBOTO JTOHOIIIEHHOTO HOBOPOXKICHHOTO XapaKTEPHBI MEPUOIBI
CIIOHTAaHHO BO3HHUKAIONIETO OOJPCTBOBAHUS, KOTIa PeOCHOK MPOCHINAETCS, JIBH-
raeTcs W IiadeT. Y HEIOHOIICHHOTO co cpokoM recramuu ot 30 mo 34 Henenb
HaOIIOAaeTCsl CTUMYJIUPOBAHHOE (MPU CTUMYIISIIIUU PEOCHOK TMPOCHITaeTCs,
JIBUTAETCS U IJIa4eT) U KPaTKOBPEMEHHOE CITIOHTAHHOE OOJpCTBOBaHME. Y HO-
BOPOXIAEHHOTO C HACJIEICTBEHHBIM 3a00JieBaHEeM OOMEHA BEIECTB BO3MOYKHbI



BCE CTEINEHU TSHKECTH HAPYIIEHHs] YPOBHsS OOJpCTBOBaHUS (HAPYILIEHHs CO3HA-
HU$1) — OT JIETKOW COHJIMBOCTH /IO TSKEIOU KOMBI.

CHUMITOMOKOMIUIEKC «BSJIOTO PEOCHKa» SIBISICTCS TUIUYHBIM JJIsl Ha-
CJIEICTBEHHBIX HApPYIICHUM MeTadoiu3Ma. DTUM TEPMHUHOM O0O3HAYaeTCs Te-
HEpaJIu30BaHHasl MbIlIeYHasi TUNOTOHUSA. CUMITOMOKOMILIEKC «BSUIOrO peOeH-
Ka» BKJIIOYAET MO3Y «JISATYIIKW», CHUKEHUE COMPOTUBJICHUSI NMACCUBHBIM JIBU-
KEHUSM, YBEIIMUEHUE 00heMa JBIKEHUN B CyCTaBax, CHIKEHUE OOIIei qBura-
TEJIbHOW aKTUBHOCTH M 33J€P>KKy MOTOPHOTO pa3BUTHs. MpbIllleuHas TUNOTO-
HUS U CHIDKEHUE CYXOXHWJIBHBIX PEQIICKCOB, XapaKTepHBIC I HACIEIACTBEH-
HbIX nedekToB MeTabonm3Mma, mo3gHee (Ha 1-2-M Tomy JKM3HU) CMEHSIOTCS
MBIIIEYHOW JUCTOHUEN M CHACTUYHOCTBIO. VICKIIOUEHMEM SBIAIOTCS HEOHa-
TanbHast popma nelikonuctpodun Kpadbbe u 00J€3Hb € 3a11aXOM MOUYHU «KJIEHO-
BOI'O CHPOIa», MPU KOTOPBIX YK€ B HEOHATAJIBHOM IEPUOAE BO3MOKHO MOBBI-
[IEHWE MBIIIEYHOTO TOHYCA.

HeonarajabHble cyaioporu

OauH U3 YacThIX CUMITOMOB BPOKJIEHHBIX JIe(PEKTOB MeTaboIM3Ma MUO-
KJIOHUM ¥ MUHUMAJbHBIE CYJOPOXKHBIC MPOSIBICHUS (HEPOU3BOJIbHBIC JIBUXE-
HUs B 00JIACTH JIUIIA WM KOHEYHOCTEH: HACHIILCTBEHHOE OTKPBIBAHUE TJIa3 WU
MOpraHue, TOHU4YecKasi JeBHAlus TJa3HbIX S0JIOK, )KeBAaTEIbHbBIE U TJI0TaTE/b-
HbIE JIBMXKEHUSI, cocanue u ap.). Cymoporu MeTaboandecKoro rene3a moBTopsi-
IOTCSl U TUIOXO TO/IAI0TCSA JICUCHHUIO aHTUKOHBYJIbcaHTaMu. Bo3MokeH anuien-
TUYECKHUI CTaTYC.

Heo0bsicHUMBIE TPYAHOCTH BCKAPMJIMBAHUA

JInst HacneACTBEHHBIX Ae(EKTOB MeTadoJiM3Ma XapaKTepHbl HApPYLICHUS
COCaHUA U TJIOTaHUs. B TskenbIX cliydasix peOeHOK HE COCET IPy/b U HE IJloTa-
€T, 4TO TpedyeT 30H10BOT0 KopMieHus. [Ipyn MeHee BhIpaKEHHBIX HApYIICHUSIX
IPOLIECC COCAHMSI M3MEHEH, HOBOPOXKICHHBIM HEIJIOTHO OO0XBAaThIBACT ry0aMu
COCOK, OTMEYAETCSI OCTOSIHHOE MOJATEKAaHWE MOJIOKA U3 YIJIOB PTa U MONEPXHU-
BaHUS Npu roTaHuu. [laTosorus cocanusi M riaoTaHUs NMPU BPOXKICHHBIX JiE-
¢dexkTax oOMeHa UMEIOT Pa3InyHOE MTPOUCXOXKICHUE: AUCTUIA3Us IBUTATEIbHBIX
30H KOPBI TOJIOBHOTO MO3Ta, OTBEUAIOIIUX 32 OpO()APUHTHAIBHYIO MYCKYJIaTy-
py; MpeHaTaIbHOE BO3JACHCTBUE TOKCUYHBIX META0OJMTOB Y IUIOJA; JICTAPTUS Y
HOBOPOXKJICHHOT'0; O0IIasi MBIIICUYHAs] TUIIOTOHUS, KOTOpas 3axBaThIBaeT U
MBIIIIIIBI, OTBEUAIOIINE 32 COCAaHWE U TJIoTaHue. B nanbHeiem y 60JIbHBIX OT-
MEUaOTCsl HAPYIICHUS KEBAHUS U TU3apTPUSL.

JbIXaTeJibHbIE HAPYLIEHUS

BceTpeuaroTes mpu HaAciaeACTBEHHBIX 3a00JIeBaHUSX OOMEHA BEIIECTB.
['unepnHO® M anmHoO> HAOIOAIOTCS MPU OTCYTCTBUM 3a00JICBaHUM Cepla WIH
JIETKUX U PECHUPATOPHOIO TUCTpPEcC-CUHAPOMA. MIX BOZBHMKHOBEHHUE CBSA3AHO C
BO3/ICHCTBUEM TOKCHUYHBIX MPOIYKTOB METa0OJM3Ma Ha JbIXaTeIbHBIM IICHTP
WJIM COITYTCTBYIONTUM META0OJIMYECKUM aIlHI030M.



YBeinueHnune pa3MepoB MeYeHH U cele3eHKH

['emarocrnieHoMeranusi xapakTepHa sl Ooje3Hed MepOKCUCOM, MHTO-
XOHJIpHANBHBIX JHIE(DATOMUONATH, HApyIIeHH O0OMEHa aMUHOKHUCIOT H
OpraHUYeCKUX KHUCIIOT, a TaKxke Uit 0osee peIkuX HeOHaTaIbHBIX opM Ooies-
Hel HakorieHus (neikomuctpoduu Kpadboe, 6onmesneit Humanna—Iluka u INo-
e u ap.).

AHOpeKcHs 1 PBOTA

OTHOCATCS K OOIIMM CHMIITOMaM, HaOIIOJAIONIMMCS IPH MHOTHX BPOXK-
JIeHHBIX MeTabonmuueckux 3aboneBaHusx. OHU XapakTEpHBI Ui TUIIEPAMMO-
HUEMUI, OPraHUYECKUX alAeMHUNA U HApYyIIECHUUN [3-OKUCIICHHUS >KUPHBIX KH-
cinot. OHUM W3 CUMIITOMOB MOPAXEHUS JKENyT0YHO-KUIIIEYHOTO TpaKTa SBJIS-
eTcst quapes. Bece 3Tu cUMIITOMBI BBI3BIBAIOT 33JI€PKKY NMPUOABKU MAcChl y HO-
BOPOXKJIEHHOTO, U UX JIETKO IPUHATH 32 KEJIyA0YHO-KUILIEUHbIE 3a00I€BaHMs.

YepenHo-mueBasi 1ucMopdust

[TomuMO OOMIMX KIMHUYECKUX MPOSBICHUM, XapaKTEPHBIM CHMITOMOM
MHOTHUX METa0OJMYECKHX 3a00JIeBaHUU SIBISIETCS YEPEMHO-TUICBAs ITUCMOP-

¢us (tadi. 3).
Tabauya 3
YepenHo-uieBasi AUCMOPQHUs PH Pa3IMIHBIX HACTEACTBEHHBIX 3200 1€BAHUAX
00MeHa BeleCTB B HEOHATAJIBLHOM MepPHoIe

3aboieBaHune Yepenno-auneBoi nucMopdusm
Cunnpom LlenbBerepa Bpaxuuedanus; onyrioBaToe, IIIOCKOE JUIO C OMMyXIIUMHU BEKa-
U Jipyrue 00Jie3HH Te- MHU; BBICOKHH J100; Crila)kKeHHbIE HaJOPOBHbIE TYT'H; TUIIEPTEINO-
POKCHCOM pHU3M, SMMKAHT, MOHTOJIOWIHBIN pa3pe3 Ii1a3; MUKPOTHATHS
MHOKEeCTBEHHBII Jie- Bricokuii 100; HU3KO PacroiOKEHHBIE YIITHBIE PAKOBUHBI, THIIEP-
¢unut anun-CoA- TEJIOPU3M
JETUJIPOTEHA3
Heduuut nupysatae- B3aepHyThIil HOC ¢ IIUPOKOW CIIMHKOM; HU3KO ITOCaXKEHHBIE PO-
TUAPOTE€Ha3bI THUPOBAHHBIE K3a/1H YIIIHbIE PAKOBUHBI, MUKPOTHATHUS
Hedunut xodaxropa TpeyroibHOE IUI0; KYPHOCBIM HOC C IIUPOKOU NIEPEHOCHLIEH;
MoOJInOIeHa SHO(TAIBM; TEJICKAHT, pacllelnHa MIATKOro HEOa
MeBanonosas anuaypus | lllupokas nepeHocuna; MUKpOrHaTHs; HU3KO PacCIIONOKEHHBIE

YIIIHBIE PAKOBHUHBI

JKCTPAHEBPOJIOTMYECKHE MPOSABJICHUSA

TunuyHble 175 OTACIBHBIX HACJEICTBEHHBIX 3a00yieBaHUl OOMEHa Be-
IIIECTB U3MEHEHUS KOXKU, BHYTPEHHUX OPTaHOB U TJia3 MpUBEEHbI B Ta0. 4.

Crnenuduueckuii 3anax MOYH SIBJISETCS BaXXHBIM JUArHOCTHUYECKUM IPH-
3HAKOM M BCTPEYAETCS MPHU JEHIIMHO3€E (3amax ««KJIEHOBOIO CHPOIMa»» WU Ce-
Ha), U30BAJICPUAHOBOM aIUAEMUU M MHOXXECTBEHHOM aAedunute ammi-CyA-
JeruaporeHas (M mpu TOM U IPU JpyroM 3a00JI€BaHUM XapaKTEPEH 3amax «Chl-
pa» WK «IOTHBIX HOTY), NepUIIUTe OMOTUHUAA3BI, 1ePUIIUTE CUHTETa3bl TOJIO0-
KapOokcmiias, (3-MEeTHIKPOTOHIITIIMIIUHYPUH (3aI1ax «KOIIaYe MOYMN»), THPO-




3uHeMuM | Tuna (3amax «KuIsen KamycTbl») U Ipu OOJIE3HH € 3allaxoM MOYH
«KJIEHOBOT'O CHPOTIa.

Tabnuya 4

IJKCTPaHEeBPOJIOTHYECKUEe MPOSABJIEHUS HACTEICTBEHHBIX BPOKIEHHBIX
ne¢eKTOB B HEOHATAJILHOM MepHo/Ie

O0bexT Xapakrep
3aboseBanue
NOpaKeHust NOpaKeHust
Koxa OpuUTEMaTO3HbIE IIponimonoBas anuaemus
BBICBITIAHUS MeTunimManoHoBas aluAeMUs
Heduuut cunTeTa3Hl TOJI0OKApOOKCHIIa3
Bbonesns ¢ 3amaxom MOYH «KJIEHOBOT'O CHPOIa»
HurpynnuHeMus
ApTrUHUHSHTapHAS aluypHUs
Tuposunemus | Tumna
Hedunut aunn-CoA-neruaporeHassl KUPHbIX KUCIOT
C KOPOTKOM YrI€pPOJIHON LENBIO
I'naza Karapaxra Cunpgpom LlenbBerepa u apyrue 0601€3HU NEPOKCUCOM
lNanakrozemus
H3oBanepuanoBas auuaemMus
MeBanoHoBas aluaypus
[TurmentHas nerenepa- | Cungpom LlenbpBerepa u npyrue 601€3HU IEPOKCHCOM
Ul CeTYATKU
Jedunut OnoTHHUTA3EI
Jlucmiaszus ceT4aTku Heduimr cynbhUTOKCHIA3 U KOpAaKTOpa MOIUOIEHA
Hedbunut OnoTHHUAA3BI
Jucnokanus xpycranuka | Cunapom LlensBerepa u apyrue 601€3H1 NEPOKCHCOM
I'maykoma
Cepaue Kapanomuonarus Hedunur | 1 IV KOMIUIEKCOB AbIXaTEIHHOU 1IETIH
Hapymenue -okuciaeHnss MUTOXOHAPHATIBHBIX XKHP-
HBIX KHCIIOT
Jepuuut kapHUTHHDANBMUTOMIITPaHCpepassl ||
3-TUJPOKCU-3-METHITIIYTapOBas alluIeMHUsI
Cunnapowm llennBerepa
Cungpom bapra
[Toukn [Tonukucros Cunnapowm llenpBerepa u apyrue 00JI€3HA TEPOKCUCOM
Heduuut kapHuTHHNANEMUTOUATPaHCepassl |
MHuoxecTBeHHBIN aepuuT arui-CoA-neruaporeHas
[onukucros + aucta- | Jdedbunur 1 u IV xoMrekcoB nbxatenbHON 1Ienu
CTHUYECKUE N3MEHEHUS
Cunnpom Jle Tonu—
Jebpe—DankoHn
[Tomxeny- |Ilankpearut N3oBaneprnanoBas anuaemMus
JOYHas JKe- MeTtunamanoHoBast aluaypus
ne3a 3-THIPOKCHU-3-METHIITITYTapOBas alliIEMHSI

bones3Hs ¢ 3amaxoM MOYM «KJIEHOBOI'O CHUpOIIa»
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Kaunuyeckasi JMarHoCcTHKA

B tunudHOM ciydae HaciencTBEHHOTo JedeKTa MeTadoarm3Ma HOBOPOXK-
JICHHBIN POXKIAETCS JOHOIIEHHBIM OT (PM3HOJOTMYECKU MPOTEKAIOIIUX POJIOB, U
€ro COCTOSIHHME TIOCJIe POXKJICHHS BIIOJHE OJjaromojiydHo. Yepe3 HEKOTOpoe
Bpems (1-3 aHs) cocTosiHMe peOeHKa YXY/IIIaeTCs, pa3BUBAIOTCS JICTAPTUs I
CTyHOp, TOSIBIIOTCS CYJOpPOTH, NbIXaTEIbHBIE PACCTPOWMCTBA, AHOPEKCUS U
pBoTa. B 3apybOexxHOl nuTepaType Takoe COCTOSIHHE TMOTYyYnUI0 HAMMEHOBAHUE
«HerpoaucTpece». Jlms HEBPOIOTHUECKOTO cTaryca XapakTepHbl mauddysHas
MBIIIEYHAsI TUMIOTOHUSI U HApYIIEHUs! cocanus u riotanus. [logo3penue Ha Ha-
JUYUEe BPOXKIACHHOTO JedexTta mMeTabosii3Ma MOIydaeT MOJTBEPKICHHUE, €CIH
MMEETCSl OTATOMIEHHOCTh POJOCIOBHOW MO HEBPOJOTMYECKUM 3a00JICBaHUSM,
crienupUYECKUil 3amax MOYM M SKCTPAHEBPOJIOTHUYECKUE MPOSBICHUS — Kap-
JTMOMMOMATHSI, T€NaTOCINICHOMET U U JIp.

JIABOPATOPHAS JIUATHOCTUKA

[Ipu mopo3peHnn Ha HACIEICTBEHHOE HapyllleHHe OOMEHa BEUIECTB pe-
KOMEHJIyeTCsl Ha TIEPBOM JTane MPOBEJCHUE CTAHIAPTHBIX KIMHUYECKUX U
OMOXHMMHUYECKHUX MCCIICIOBAaHNI KPOoBH (TadJI. 5).

Tabnuya 5

AJITOPUTM JIAGOPATOPHO IMATHOCTUKH MPH NPEANoIaraeMoM HacJeJACTBEeHHOM
nedekTe MeTad0JIM3Ma Y HOBOPOKIEHHBIX

HaciaeacrBeHnbie
HAPYIIEHHS
bonesnu nukina 6uocuH-
T€3a MOYCBHHBI
Opranunueckas aruaeMus

Kamangeckune
NPOsiBJIEHU S
['unepammonuemus +
JIBIXaTeJIbHBIM aJKajio3
Keroarmmmnos +
THITOTJINKEMHUS

buoxumuyeckne u3MeHeHHUs KpPpOBH

Omnpenenenue colep:kaHus aMUHO-
KHCJIOT B KPOBHU U MOYC
Ornpenenenne cofep>Kanusi aMHUHO-
KHCTIOT B KPOBH U MOYE
Ornpenenenue coaep>KaHusi OpraHu-
YeCKUX KHCIIOT B MOUe

Keroaunmaos +
THHOTJIMKEMUS

Omnpenenenue coaep>KaHust TIIOKO3BI,
rajlakTo3bl, PEAYIHUPYIONINX BEIIECTB
B MOYe

HacnencrBennsie Hapy-
IIeHUs] OOMEHa YIJIeBOJIOB

['unoxkeronemusa +

Onpenenenne coiepKaHnusi OpraHu-

bonesnu Tpancnopra n

pyBara, KETOHOBBIX TEJI B KPOBU
['ucroxumMuueckoe onpeaesieHue ak-
TUBHOCTH MUTOXOHAPUAITBHBIX (hep-
MEHTOB B OHMOIITATE MBIIIII{EI

TUIOTJIMKEMHUS 4ECKUX KHCIIOT B MOUE [-okuCTIeHNS JKUPHBIX KH-
Omnpenenenue cofepKaHus alWIKap- |ciIoT
HUTHHA B MOYE
Ornpenenenne ypoBHs KapHUTHHA B
KpOBU
AMUHOAIMypuUs Omnpenenenue coiepkaHusg aMUHO- | AMUHOAIIMIONATHS
AMUHOAIMIEMHUS KHCJIOT B KDOBU M MOYE
Jlakrarannnos Onpenenenne ypoBHs JIakTaTa, M- | MUTOXOHIpUaIbHBIE JH-

nedanonaTuu
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Oxonuanue mabn. 5

Kiannnueckue HacaencrBeHHbIe
buoxumMmnyeckne u3MeHEeHUs KPOBH
MPOsIBJICHUSI HapylLIeHUsA
JlakTaTtanunmos OrnpenenieHue ypoBHSI JKUPHBIX KU- [Tepoxcucomusie 0osie3HU

CJIOT C OYEHb JJIMHHOMN yTIepOaHON
LEMbIO B KPOBU

Omnpenenenue ypoBHs UTAHOBOU U
MTUATIEKOJIOBOM KUCJIOT B KPOBH U MOYE

O Hanuyuu MeTabOIMYECKOro 3a00JI€BaHUS CBUIETEIbCTBYIOT:

- aHeMusl, JIEHKO- U TPOMOOLIUTONCHUS (XapaKTEePHBI 1Ji1 U30BaJIEPUAHO-
BOM, IPOTTMOHOBOM ¥ METHUIIMAJIOHOBOM aIliIEMHI );

- HeWTporieHus (XapakTepHa 11l cuaapoMa bapra);

- alK103 B COYETAaHUU C KETO30M (XapaKTepeH AJisi OOJIbIINHCTBA OpraHu-
YECKHUX aluIeMui).

- TIOBBIIIIEHUE COJICPKaHUSI JIAaKTaTa B KPOBU (XapaKTEPHO JJIs1 HApYIIEHUI
MeTaboau3Ma nupyBarta, 1e(heKTOB JbIXaTeIbHBIX KOMIUIEKCOB U (DEPMEHTOB
[-OKHCIIEeHHS] ) KUPHBIX KUCIIOT);

- TUMOTJIMKEMHUS C HU3KUM COJIEp’)KaHWEM KETOHOBBIX TeJ (XapakTepHa JJis
HapyIIEHUH MUTOXOHAPUAIBHOTO [3-OKUCICHUS )KUPHBIX KUCIIOT);

- TUTIIEpaMMOHHMEMUS (XapaKTepHa JJIs1 HapyIICHUN [IUKJIa MOYEBHHEI, Je-
dbunura arui-C,A-aeruaporeHas >KUPHbIX KUCIOT CO CPEIHEN NJTMHOMN yTJie-
POAHOM 1enu U JJ1si OOJBIIMHCTBA OPTaHUYECKUX allUIEeMUA ).

Ha BTOopom aTare obcie1oBanus Mpyu HATUIUU XOTS OBl OJTHOTO M3 Tepe-
YUCJICHHBIX BBIIIEC JAOOPATOPHBIX HAPYIICHUN ITOKAa3aHO JAcTanbHOE Jiabopa-
TOPHOE O0CIIeIOBAHUE HOBOPOXKIECHHOIO C ONMPEICICHUEM CIIEKTpa aMHUHOKHC-
JIOT KPOBH M MOYH, OPTaHUYECKUX KUCIOT B MOUY€, KAPHUTUHA U AlIUIIKAPHUTH-
HOB B KPOBH.

CrnenyronmM 3TaroM JUAarHOCTUKHU SIBJISICTCS ONpEAEICHUE aKTUBHOCTH
dbepmMeHTOB, NeUIIUTOM KOTOPBIX BBI3BAHO 3a00JIeBaHKE, B KyJIbType (Gpudpoo-
JacTOB, TUM@oIMTaX WK OUOMNTATaX MBIIIILI U TICYCHHU.

Ha 3aBepiaroriiem 3Tane npoBOIUTCS MOJIEKYJIsIpHAs JUArHOCTHKA MATO-
soruu ¢ niomoitero JJIHK-30H10B.

Heiipoconorpaduueckue uccieoBaHusi B HEOHATAILHOM MEPHOJIE MaJio-
crienupuyHbl U 0osiee BaXKHBI i1 TU(PGHEPEeHIMAIBHOTO TUarHo3a ¢ TUIOKCH-
YECKU-UIIEMUYECKUMHU TTOPAKEHUSIMU U BHYTPUUYEPETHBIMU KPOBOUBIUSHUSIMHU
Y HOBOPOXJICHHBIX. BO3MOXHO HanWuuWe MPEHATaJbHbIX MOPAKEHUU KOPHI U
Oenoro BelecTBa, Oa3alIbHBIX SIAEP M MO3O0JHMCTOrO Tella B BHJIEC CHIDKCHUS
IJIOTHOCTH YyKa3aHHBIX oOpa3zoBanuil. MHDopmMaTUBHON SBIsSETCS MarHUTHO-
pe30HaHCHAas TOMOTpadusi TOJIOBHOTO MO3Ta, KOTOpasi MPOBOAUTCS Ha 1-M romy
KU3HU peOCHKAa M MOJXKET BBISBJISTH KOPTHUKAIBHBIC THCTEHE3WH, THIOILIA3UIO
MO3OJIMCTOTO Te€jla U MO3KEUKa, a TaKKe MOBPEKICHUS OEJIOro BEIIeCTBa TIo-
JIOBHOT'O MO3ra.
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PesynbraThl amekTposHiuedanorpadum, 3nekTpoHeipomMuorpaduu, uc-
CJICIOBaHUS BbI3BAaHHBIX KOPKOBBIX MTOTEHIINAIOB B HEOHATAILHOM MEPHUO/IC HE-
crieu(pUYIHBI M HE UCTIOIB3YIOTCS 1Tl T depeHITnaIbHON JUarHOCTUKH.

JN®OEPEHIMAIBHBIN JUATHO3

CxonHble ¢ HacJeACTBEHHBIMU JAedEeKTaMU METa0O0JIM3Ma KIMHUYECKUE
CUMIITOMBI (HEBPOJOTUUECKUE MPOSBICHUSI, HAPYIICHUSI IbIXaHUS U CO3HAHUS,
CyIOPOTH, MBIIIICYHAs TUIIOTOHUSI, PBOTA) BCTPEUAIOTCS MPU TUIIOKCUYECKUX U
UIIEMUYECKUX DHIEDaTONaTusIX, MOPOKax Pa3BUTHUS TOJOBHOTO MO3Tra, BHYT-
pUyTPOOHBIX MH(MEKIUSAX WM BHYTPHUYECPEITHBIX KPOBOM3IUSHUAX. OCHOBHBIE
AHAMHECTUYECKHEC U KIMHUYECKUE Pa3IndIusl HACIICCTBEHHBIX OOJIe3HEH 0OMe-
Ha ¥ TUIIOKCUYECKU-UIIEMUYECKON 2HIIe(aTonaTi HOBOPOKICHHBIX MPUBEIE-

HBI B Ta0J1. 6.
Tabauya 6
JuddepenunanbHblii MArHO3 HAC/IeICTBEHHBIX 3200/1eBaHNil 00MeHA BellecTB
¥ THIOKCHYEeCKH-HIIeMHYeCKUX dHIe(aI0oNaTHH B HEOHATAJIbLHOM IIepHO/Ie

I'mnokcnuecku- | Haciaencreennas
CumnromMm HuIeMu4Ieckas 00J1e3HL
HuedanonaTus| MeradoaIU3Ma

OTAroneHHOCTh POJOCIOBHOM 1O HEBPOJIOTHYE-
CKHUM 3a00JIeBaHUSIM

T'unokcus niaoga + —
OTsiromeHHoe TeUeHne 0epEMEHHOCTH U POJIOB + —

— -

3aboeBaHus MaTCpH, BbI3bIBAIOIINEC HAPYIICHU A
IJIACHTApHOTO KPOBOTOKA (XpOHI/I‘IGCKI/Ie BOcCIIa-

y + —
JIUTeNbHbIe 3a00JIeBaHUS TTOJIOBOM chephl, MaToi0-
TUsl TUIAIEHTHI, apTepualibHast TUTIEPTEH3USI U JIP.)
MeKkoHHAIBHOE OKPALIMBAHUE OKOJIOIIOAHBIX BOJL + —

HenonomenHocTth + +
[TosiBIeHME HEBPOJIIOTMYECKUX HAPYIICHHI Cpa3y

MIOCJIE POKJCHUS * -
UepenHo-nuiieBas qucMopdust — +
I'enaTomeranusi, KapAMOMHONATHS, TOJTUKUCTO3 o N
IIOYCK

Heiipoconorpaduueckue n3MeHeHUs, XapaKTepHbIE N o

JJIsA TUITOKCHYECKHU-UIITEMIYECKON 3HH€(1)aJ'IOHaTI/II/I

JIEUEHUE HACJIEJCTBEHHBIX JE®EKTOB METABOJIM3MA
B HEOHATAJIBHOM IIEPUOJE

Bo mHOrux ciydasx HeoOXOJUMbl SKCTPEHHbIE TE€PANeBTUUYECKUE MEPO-
OPUATHS, HAllpaBJIeHHbIE HA OOPHOY C alU030M, TUIIOTJIMKEMUEH, TUIIEPaMMO-
HUEMHEN U TunoBosieMueil. KoHIeHTpaus TOKCUYHBIX METa0OJUTOB B KPOBU
J0JKHA OBITh HOpMaIM30BaHa KaK MOKHO ObICTpee, 4TOObI IPEIOTBPATUTD HE-
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oOpaTuMoe TMOBpEXKJIeHHUE TOJIOBHOTO Mo3ra. Hambosee 3ppeKTUBHBIM CIIOCO-
OOM JIeUeHHS B OCTPOM MEPUOJIE SIBISETCS T€MOIUATIHU3.

[TpuHIUIIBI JT€YeHUS] TEHETUYECKU JE€TEPMUHUPOBAHHBIX J1e(DEKTOB MeTa-
00JM3Ma yCIIOBHO JIETISITCS Ha «IPsIMbIe» U «HempsiMbie». K «ipsMbIM» 1011X0-
JlaM OTHOCAT 3aMeHy Ae(deKTHOro pepMeHTa WM r'eHa, OTBETCTBEHHOI'O 32 CHH-
Te3 pepmenTa. Takoit moaxo obecneunBaeT KapAMHAIBHOE PEIICHUE MPOOIeM,
CBSI3aHHBIX ¢ MeTabonnueckuMu pacctporictBamu. «IIpsiMmoe» BMeaTensCTBO B
HACTOSAIIEE BPEMsI HEBO3MOXKHO.

K «HenmpsamMbeIMy» moaxoaam K Teparmiui OTHOCSITCS:

— YMEHBIIIEHUE TOCTYIJICHUS B OPTaHM3M BEIIECTB, 0OMEH KOTOPHIX Ha-
PYIIIEH;

— BBEJICHUE HEJIOCTAIOIIET0 METab0INTa;

— yJalieHHe TOKCUYHBIX BEIIECTB;

— CBEJICHHE K MUHUMYMY BBEJICHUS MIPENapaToB WM ICUCTBUS APYTUX
(akTOpOB, CIIOCOOCTBYIOMIUX YXYIIIEHUIO COCTOSIHUS OOJIBHOTO;

— Ha3HA4YCHHE BUTAMUHOB, SBJSIOMUXCS KodakTopaMu JeheKTHBIX
dbepMeHTOB;

— CHIDKEHHE 00pa30BaHMs TOKCUYHBIX METaOOIUTOB.

YMeHbIIeHne BBEJCHHS MIJI0X0 METab0IM3UPYyEeMBbIX BEIIECTB JTOCTHUTaCT-
Cs C MOMOIIbI0 MoauduKanuid AueThl. JlaHHBIH METOA UCHOJB3yeTCs y 00Jb-
HBIX ¢ O0JIe3HSIMU OOMEHa aMHUHOKHCIIOT, HAPYIICHUSAMH B LIUKIIE CHHTE3a MO-
YEBUHBI, TPH HEKOTOPBIX OPTAHUYECKUX AIUAYPUSX U MUTOXOHIPHAIBHBIX JH-
nedamomuonarusax. B nedeHun HapymieHWH OKUCICHHS XUPHBIX KHCIIOT TPH-
MEHSETCsSl AUETOTepanusi ¢ OrpaHUYEeHHEM KUPoB (10 15 % kanopuitHOCTH) U
oborammenuem yrieBogamu (10 65 % kamopuitHOCTH).

CBsi3pIBaHHE TOKCHYHOTO METabOJIMTa APYTMMH BEIECTBAMH M BHIBEIC-
HUE €ro U3 OpraHM3Ma B BHJI€ HETOKCUYHBIX COSAMHEHUN peannu3yeTcs Mmocpe-
CTBOM TMPUMEHEHHUsI CICIUAIbHBIX JIEKAPCTBEHHBIX CpencTB. Tak, mpu rwure-
PaMMOHUEMHUH UCTIOJNB3YIOTCA O€H30aT, eHunamneTaT u GeHUI0yTupaT HaTpusl.
benszoat HaTpusi CBSA3BIBACTCS C TJIMIIMHOM U B BUJIE HETOKCUYHOTO COCTMHECHHUS
BBIBOAUTCS M3 opranm3Mma. [Ipu HedPEeKTUBHOCTH MAHHBIX MPENapaToB HC-
MOJIE3YETCSI TEMO- WJTM TIEpUTOHEaNbHBIA Auanus3. [lapannensHo npu rumepam-
MOHHMEMHUHU TMPOBOAUTCS PE3KOe OTpaHWYCHHE B queTe Oelka W BHYTPHUBEHHO
BBOAMTCS TIIIOKO3a. VcTonp30BaHue JaHHBIX METOIMK JICUSHUS TPUBENO K TO-
My, uto 93 % nereil ¢ HapylIEHUSIMU LIUKJIA CHHTE3a MOYEBUHBI JOXKUBAIOT
1o 1 rona. Ilpu u3zoBanepruaHOBOW AIUAEMHUN C IEJBIO BHIBEICHUS TOKCHUHBIX
MeTabOIUTOB MCIIONB3YeTCs TIUINH, NTPH JedeKTax [3-OKUCICHUS KUPHBIX KH-
CIIOT — KApHUTHH KaK CPEICTBO, TMOBHIMIAIOIICE MWHTCHCUBHOCTh BHYTPUKIIC-
TOYHOTO TPAHCTIOPTA YKUPHBIX KUCIOT.

K ¢akropam, mpoBOLMPYIONUM YXYAIICHHE TEUCHHs] HEKOTOPBIX TUCME-
TaboIMYeCKUX 3a0osieBanuid (Hanpumep, Aehunuta auui-C,A-1eruporesas) B
HEOHATAJIbHOM MEPHOJIE U TOCIE HEro, OTHOCATCS JIMTENbHOE TOJI0IaHNe, W3-
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OBITOK OEJIKOB M KMPOB B JHMETE W MHTEPKyppeHTHBIE 3aboneBanus. Hepemako
OHH «3aITyCKaloT» KackaJ HeoOpaTUMBIX MeTaboinyeckux HapymeHuil. I[lo-
ATOMY IPU MHOTHX HACJICJICTBEHHBIX 0OJIE3HSAX OOMEHa BEIIECTB CleayeT n3be-
rath OCIKOBBIX WJIHM KHUPOBBIX MHINEBBIX HATPY30K WUIIU TOJIOAHUs, TIPOBOIUTH
JICYeHNE UHTEPKYPPEHTHBIX OOJIe3HEH.

Haznauenne Bbicokux n03 ButamuHOB (THamuHa 200-1000 mr/cyt, pu-
6o¢dnasuna 100 mr/cyt u HukoTuHaMuaa 1 r/cyt) maet yneueOHbIi d3dhdexT mpu
pa3IMYHBIX BHJIaX MUTOXOHJPHAIBHBIX 3HIe(haroMuonaruii. Hekoropeie pu-
0odmaBuH3aBHCHMBIE  (OpMBI  MHOXKeCTBeHHOro  aeduiurta  arui-C,A-
aeruaporenas (TayrapoBas anuueMusi, TUI |1) moggaroTes JIeYeHNI0 BBICOKIMH
no3amu pubdodaasuna (10 100 mr/cyr).

OcHOBHBIE BHUJBI TEpallMd HACIEICTBEHHBIX OOJE3HEH MmeTaboym3Ma ¢

HEOHATaJILHBIM JIS0I0TOM MPEJICTABICHBI B TA0JI. 7.
Tabnuya 7

OcodeHHoCTH TEPpaluu MPU HEOHATAJIBHBIX (l)OpMaX HACJCACTBCHHBIX

3200J1IeBaHU# 00MeEHAa BellecTB

3a0osieBanne

Jleuenune

Hapymenue B nuk-
JIe CMHTE3a MoYe-
BUHEI

['eMonanu3, NepUTOHEATLHBIN JUAITH3

BricokokaniopuiiHas gueTa ¢ pe3KUM OIpaHUYEHUEM COJEepKAHUS
Oenka u J00aBKaMu aMUHOKHCIIOT

BHyTpHBeHHOE WM SHTEpaAIbHOE BBEACHNE OeH30aTa HATPHS
(250 mr/xr/cyt) unu ¢penunanerara (250-500 mr/kr/cyt) wiu de-
awtoytupata (500 mr/kr/cyT)

L-aprunun (400-800 mr/kr/cyT)

ITepecanka neyeHun

Hekerotnueckas
TUIICPIIIMOIUHEMUA

BuyTpuBeHHOe BBeqeHUE OeH30aTa Hatpust (250 Mr/kr/cyT)
[Mupumokcun (50 mMr/kr/cyT)

JexcrpomeTopdan

[TpoTrBOIIOKa3aH MPHEM BAIBIIPOATOB

Bose3ns ¢ 3amaxom
«KJIEHOBOTO CHPO-
na»

['eMoimanu3, nepuTOHEANbHBIN AUATN3

BrIcokokanmopuiiHas AueTa ¢ OrpaHUYEHUEM aMUHOKUCIIOT € pa3-
BeTBIICHHO 11enbio (40—60 mr nefinnHa Ha 1 KT Macchl)

Tuamun (50 mr—500 mr/cyT)

W3oBanepuanoBas | Jluera ¢ orpaHHueHHEM coJepxKaHus Oeka
anuaeMust L-kapautun (100 mMr/cyTku)
I'mutun (1o 250 mr/kr/cyT)
MetunmanonoBast | JlueTa ¢ pe3KuM OrpaHUYeHUEM cojepkaHus Oenka (M301eiuH, Ba-
AT Ty pHst JIH, METHOHHH, TPEOHUH)

I'uapokcukobanamuH, afgeHo3uwikooanamu (15 Mr/cyT)
L-kapautia (100 Mr/kr/cyT)
Merponunazon (10-15 mr/cyr)

[Iponnmonosas auu-
JeMUs

['emoamanus, nepuTOHEANBHBIN qUATU3

Jluera ¢ pe3kuM OrpaHHUEHUEM COJIepKaHus OeKa (M30JIeHITH, Ba-
JIMH, METHOHHH, TPEOHUH )

L-kapautun (100 Mr/kr/cyT)

buotun (5-10 mr/cyr)

Metponunazon (10-15 mr/cyr)
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Oxonuanue maban. 7

3a0o0JeBanmne

Jleuenne

Jedbunur 3-ruapo-3-
meTtmirinytapuin-CoA-
JIAa3bI

YacToe KopMIICHUE JUTSI UCKITFOUYEHUS TOJIOIaHHSI

JlueTa ¢ HU3KHUM COZIep)KaHUEM OeJKa U JIMIHUIO0B (YIIIeBOIHOE
MUTAHUE)

L-kapuutus (100 mr/kr/cyT)

Heduunt Jluera ¢ uckiroueHueM (GppyKkTo3sl

¢bpyxT030-1,6- BHyTpuBeHHOE BBEIEHHE TIIOKO3bI U OMKapOoHaTa
oudocharaspl

Hedunut Jluera ¢ BBICOKMM COJIepKaHUEM KUPOB U HU3KUM — YIJIEBO-

IMUPYBATACTUAPOIrCHA3HO-
Io

JI0B
L-kapuutus (100 mr/kr/cyT)

KOMILJIeKCa Tuamus (1o 200 mr/cyT)
Huxnoparerar (35-50 mr/kr/cyT)
Jlunoesas kucnota (10 500 mr/cyr)
Hedunut nupyBaTkapOoK- | Jlumera ¢ BEICOKUM COAEP)KaHUEM KUPOB M HU3KUM — YTJICBO-
CHJIa3bI JIOB
buotun (10 mr/cyr)
AcnapraTtoBasi KHCIIOTa
Hedunut Jluera c orpaHUYCHUEM YTIICBIIOB
| kommnekca Huxorunamun (1o 500 mr/cyT)

JBIXaTEJIbHOM LIETIH MUTO-
XOHApUH

Pu6odnasun (10 100 mr/cyr)
L-kapautun (50-100 mr/kr/cyr)
Juxnopanerar (35-50 mr/kr/cyr)

MHoXeCcTBeHHAs HEJIOCTa-
TOoYHOCTH aruiI-CoA-
JETUAPOTEeHA3 KUPHBIX
KHCJIOT

Jluera ¢ HU3KUM cojepxkaHueM Oenka v TunuaoB. PudbodnaBun
(100-300 mr/cyr)
L-kapautia (100 Mr/kr/cyT)

Hedbunut atmn-CoA-
JETUPOTreHa3 JKUPHBIX
KHUCJIOT

CO CpeaHeN MINHOU yrie-
pOIHOM LT

YacToe KopMIIEHHUE ISl UCKITIOYEHUS TOJIOIaHMS

Jluera co CHUKEHHBIM COJIEpyKaHUEM >KUPOB U TMOBBIIIEHHBIM —
YTIIEBOIOB

L-kapuutun (100 mr/kr/cyT)

Pu6odaasun (100-300 mr/cyT)

BHyTpHuBeHHOE BBeJIeHHE PACTBOPOB INIIOKO3bI M OMKapOOHaTa
HaTpus

3HaueHNE CBOCBPEMEHHOM JMATHOCTUKU BPOXKICHHBIX Te()EKTOB MeTa-
0onm3Ma 4pe3BbIYafHO BEIUKO. K JOCTYMHBIM CKPUHUHTOBBIM METOJMKAM TpU
HACJICJICTBEHHBIX 00JIE3HSIX OOMEHA BEIIECTB C MPOSBICHUSIMU B HEOHATATILHOM
MIEPUOJIC OTHOCSTCS ONMPENECTICHUE COAEPHKAHUS JTAKTATA, TIIFOKO3bl U AMMOHHS B
KPOBH, OPraHUYE€CKUX KHUCJIOT U aMHUHOKHUCJIOT B Moye. HecBoeBpemeHHoe yc-
TAHOBJIEHUE JAMArHO3a U OTCYTCTBHUE aJICKBATHOTO JICUCHUSI MOXKET MPUBECTU K
CMEPTH HOBOPOXKIAECHHOTO WJIW TSHKEIOM HEBPOJOTMYECKON HWHBAJIUIHOCTH.
[IpaBuibHas TPAaKTOBKA MAaTOJOTUM CIIOCOOHA 0OECIEUUTh ONTUMAIBHOE HEPB-
HO-TICUXWYECKOE pa3BUTHE PEOCHKA.
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BPOKJAEHHBIE DOH3UMOIIATHUHU C OCTPBIM HAYAJIOM
B HEOHATAJIBHOM IIEPUOJE

Haun6omee yacteiMu 3a00JIEBAaHUSIMH C OCTPBIM Ha4YaJIOM B HCOHATAJIbHOM
Imepuoac Cpcar MOHOCAXAapHUAA3HbIX SH3UMOMNATUM SIBISCTCS rajJakTo3CMu:d, a
cpean fucCaxapruaasHblIX — BPOKACHHAA HCIICPCHOCUMOCTD JIAKTO3LI.

T'AJTAKTO3EMUSI

Hacnenctennoe 3a0osieBanue, Mpu KOTOPOM HapylieH mporecc dep-
MEHTAaTHUBHOTO TPEBPAILEHUSI TallaKTO3bl B TIIOKO3Y. ['ajakTo3a OTHOCHUTCS K
YIJIEBOIHBIM COEAMHEHUSAM, KOTOPbIE UTPAIOT BAXKHYIO POJIb B OPraHU3ME pac-
Tymero pebeHka. [amakTo3a sBIsSETCS BaKHBIM HCTOYHUKOM JSHEPTUH IS
KJIETKU U CIYXHUT HEOOXOANUMBIM IMJIACTHUYECKUM MaTEepHaIOM JJisi 00pa30BaHUs
[JIMKOIIPOTEUI0B, TJIMKOJIUIHUIOB W APYTUX KOMIUIEKCHBIX COEAMHEHWUH, HC-
HOJIb3YEMBIX OPraHU3MOM sl (POPMUPOBAHMS KIETOUHBIX MEMOpaH, HEPBHOM
TKaHU, HEPBHBIX OKOHYAHUH, IPOLIECCOB MUEIMHU3ALIMYA HEHPOHOB.

3a0oJieBaHKE HACIIEAYETCS IO ayTOCOMHO-PELIECCUBHOMY THUITY.

ITHOJIOTHSA M NIATOTeHEe3

B ocHoBe ramaktozeMuu J€XUT AEPUIUT (PEPMEHTOB TaJaKTOKUHA3BI
(coxpamennoe MmexayHaponHoe Ha3zBanue GALK), ramakroso-1-docdartypu-
mpadcdepassl (GALT), ypunuianudocdoranakro3o-4-snumepasza (GALE).

[lepBoii cTamueil nmpeBpallleHuil rajgakTo3sl sBiseTcs ee dochopunupo-
BaHUE, KOTOPOE OCYIIECTBISIETCS C TOMOMIbIO (hepMeHTa TaJaKTOKWHA3bI
(GALK). IIpoxykToM 3TOM peakmuu sBIsSeTCs rajakto3o-1-docdar, koTopslii B
CBOIO 0Yepelb META0OIM3UPYETCA C MOMOIIBIO0 OU(DYHKIIMOHAILHOTO (pepMeHTa
ranakto3o-1-pocharypunmiarpancdepassl (GALT) B ypuamiaudocdoramakro-
3y. [locnennsist ¢ momoripio ypuamiaudochoramaktozo-4-snumepassl (GALE)
obpatumo mpeobpaszyercs B ypuauiaaudocdorarokosy. PesynpraTom Hemocrta-
TouHOCTH J000r0 U3 Tpex pepmenToB — GALK, GALT unu GALE, sBnsercs
HOBBIIIEHHE KOHIEHTPALMU TajlakTo3bl B KPOBU, YTO CIY)KUT OCHOBHBIM 3Be-
HOM IaTOTeHe3a IaJlakTO3EMUH.

Hepext GALK Hapsigy ¢ MOBBIIICHHEM YpPOBHS TajlakTO3bl B KPOBU
NPUBOJNUT K BO3PACTAHUIO KOHIIEHTPAIUU TATAKTUTOIA — MUHOPHOTO MPOIYK-
Ta, 00pa3yIoIIerocs B HOpME NMpU NpeoOpa3oBaHUU rajakTo3bl. ['alakTUTOJ Ha-
KaIUTMBAETCs B TKAHIX U 3KcKpeTupyercsa ¢ moyoil. epuuutr GALK, kak npa-
BUJIO, acumMnToMatndeH. OH MOXET COMPOBOXKAATHCA PAa3BUTHEM KaTapaKThl,
BBI3BIBACMON HAKOIUICHUEM TaTaKTO3bl B XPYCTAIHMKE C €€ MOCIETYIOINUM BOC-
CTaHOBJICHHMEM B TaJIAKTUTOJI, BHICOKHE KOHIIEHTPAIUHA KOTOPOTO MOBPEKTAOT
XpyCTaIMK. AKTUBHOCTBH Jpyrux ¢epMeHTOoB oOMeHa TranakTto3bl (GALT,
GALE) y manmenToB HopMasbHas. [lomyIsiiiMoOHHas 4acTOTa HEAOCTATOUHOCTH
GALK He BronHe sicHa ¥ npubau3uTenabHo onpeaensercs kak 1:100 000.
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HNedext GALE xnmuHMYecKH HaOMUHAET KJIACCHYECKYIO (OopMy Tajiak-
TO3eMHH (CM. HIJKE), HO ¢ HOpMasibHOM akTuBHOCThIO GALT. Yacrora 3aboe-
BaHus coctasisieT 1:23 000 B SInoHMM 1 HEM3BECTHA B APYTUX MOMYJIAIIHUIX.

Kak mpaBuiio, moj ragakro3eMuei mojapasyMeBaroT 3aboseBaHue, o0y-
cnopineHHoe aedexkrom GALT, Tak Ha3pIBaeMyro KJacCUUECKyrO (popMy rajgak-
tozemun (OMIM 230 400). Yacrora xiaccuaeckoit (hopmel BapbupyeT oT 1:23
500 B Upnananu u 1:44 000 B Benukoopuranuu no 1:101 000 B IlIBenuu. Yac-
TOTa rajakTo3emun B Poccun cocrtaBisier, mo o000UIEHHBIM JaHHBIM JTUTEpPaTY-
ps1, 1:16 242.

Kannnyeckasi KapTuHa

3a0osieBaHre 0ObIYHO MaHH(ECTUPYET B MEPBBIC HEAETHU KU3HH TsKe-
JIOW, YTpO’KaIoIIeH KU3HU CHUMIITOMATUKOW (PBOTA, MUApPEs, MBIIIEUHAs! THUIIO-
TOHHUSI, CHUOKEHHE MAcChl TeJa U JIp.), COIIPOBOXKAAETCS CIa0bIM COCAaHHEM, 3a-
JEPKKON pa3BUTHsI, HEPEIKO TI'eMOpparMueckuM auaTte3om, xenryxoil. He-
KOHBIOTUPOBaHHAS TUNEPOMIMPYOUHEMUS, XapaKTepHas JJIsi paHHEW cTaauu
00J1€e3HH, Jajiee MpeBpallaeTcs B KOHbIOTMPOBaHHYIO0. [leueHp yBennueHa, yac-
TO ONpPEAENAIOTCA NPU3HAKU TSKEION IenaTOLEUIIONIAPHOW AUC)YHKIUU —
TUTOTJIMKEMHUSI, TIOBBIIICEHUE aKTUBHOCTU TPaHCAMHHA3 M KOHIICHTpAIlUU aMU-
HOKHUCIIOT B IUIa3Me, OCOOEHHO (eHWIalaHWHA, TUPO3WHA U MeThoHuHa. Ha-
Or01aeTCsl CHMKEHHE CHHTE3a (PaKTOPOB CBEPTHIBAHUS KPOBH B TICUYCHU C pas-
BUTHEM KOAaryJonaTuu (OT MSTKOM O YMEPEHHOW CTENEeHW) U THMHOaIbOyMHU-
Hemuu (tadur. 8).

Tabauya 8
YacTroTa KIMHHYECKHUX CHMIITOMOB Y HOBOPOKICHHBIX ¢ KJIACCHYECKON rajakro3eMue
Kaunnyeckue nposiBjaeHust Yacrora, %
I"'enaronesuirosipHas NaToJI0TUs 89
N3 Hux:
JKenTyxa 74
renaToMeranus 43
MIOBBIIIIEHNE aKTUBHOCTH TPaHCaMUHA3 10
HapyILIeHHE MPOLIECCOB CBEPTHIBAHUS KPOBU 9
aCIUT 4
Henepenocumocts nunm 76
N3 Hux:
pBOTa 47
nuapest 12
TPYAHOCTU KOPMJICHUS 23
3amepxKKa pa3BUTHS 29
Jletaprus 16
Cynoporu 1
Cernicuc 10

Hepenaxo oOHapyXUBaeMble THIIEPXIOPEMUYECKHI META0O0IMYECKUi
anuao3, runodocdareMus, reHepaTu30BaHHAs TUNEPAMUHAIUAYPHS CBUJE-
TEJNBCTBYIOT O BTOPUYHOM peHanbHON TyOynonatun. OdranbMonornueckoe 00-
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CJIEIOBaHUE C MOMOIIBIO IIEIEBOM JaMIbl OOHAPYKUBAET HAJTUYHE TOUYECUHBIX
NOMYTHEHHUI B XPYCTaJIMKE, CBUJIETEIbCTBYIONIUX O HAYaJIbHBIX CTAIUAX pa3-
BUTHA KaTapakTbl. IMMyHHasi HEJOCTATOYHOCTh MPUBOJUT K BO3HUKHOBEHUIO
Cerncuca, yamie 00yCcIoBICHHOTO0 IPaMOTPUIIATEIbHBIMU MUKPOOPTraHU3MaMH, B
90 % cyuaeB — Escherichia coli. 20-30 % nereii ¢ kitaccudeckoi Gpopmoii ra-
JIAKTO3E€MHUHU YMHUPAIOT OT CETICHCa, a OCTaBIIMECS — OT XPOHUYECKON HEe0CTa-
TOYHOCTH TICUCHHU.

JlabopaTopHasi AMATHOCTHKA

OCHOBHBIM JUATHOCTUYECKUM KPUTEPHEM KIIACCHYECKOW (POPMBI Tayiak-
To3eMuu sipnsercs aeguuut aktuBHOCTH GALT B kpoBH. JleTH ¢ BbIeonucan-
HOM KJIMHMYECKOW KapTUHOW WJIH C TIOJIOKUTEILHBIM IIEPBUYHBIM PE3YyIhTaTOM
HEOHATAIBPHOTO CKPUHHHTA, TIPH MPOBEJICHUN KOTOPOTO BEHISBIICHA MTOBBIIIICHHAS
KOHIIEHTpAIMsl TaJaKTO3bl B KPOBH, HYXKIAIOTCS B M3MEPEHUU AKTUBHOCTU
GALT. Haubonee yacto nmpuMeHseMbIM METOAOM sBisieTcsl Tect boiitiepa ¢
MOCJICYIOIINM OTpe/ieJIeHueM aKTUBHOCTH (pepMeHTa. Ecim aHanu3y akTHUBHO-
CTU (pepMeHTa MpEeIIeCTBOBAIO MEPEIMBAHUE KPOBU, MOXKET OBITH MOJy4YEH
JIO’KHOOTPULIATENBHBIN pe3yibTaT. [lepuoa oT nepenuBaHus KpOBU J0 U3MEpe-
Hus aktuBHOCTH GALT nmomkeH coctaBiaTh He MeHee 120 nHeil. B HekoTophIx
Cllydasix JTOTOJHHUTEIHHO MpOBOAAT mccienoBanue mzohopm GALT ¢ momo-
B0 U302JIEKTPHUUECKOTO (DOKYCHPOBAHUS H JIP.

JIMarHoCTUYECKUM U MPOTHOCTUYECKUM TOKa3aTeNIeM SBIISIETCS YPOBEHB
rajiakTo3o-1-gocdara B spuTpouuTax. Y HEJICUEHBIX JETEH KOHLIEHTpaLus 3TO-
ro BemiecTBa mpepbimaeT 2 Mr B 1 am kposu (Hopma g0 0,3 Mr/mm) u MOXET
OBITh MCIOJIb30BaHA JJii MOHUTOpPUHTA 3()PEKTUBHOCTU JseueHus. JlomnonHu-
TENBbHYI0 HHPOPMAIMIO al0T OLIEHKA KOHIICHTPAI[MU TaJIaKTHTOJA, SKCKPETH-
pyemMoro ¢ Mouoi (HopMa — MeHee /8 MMoJb Ha 1 MOIb KpeaTHHHHA), UCCIIe-
IOBAHKE CIIOCOOHOCTH OKHUCIICHUS 13C-ranaxross B 13C02 v JIp.

HeoHnaraJbHBIA CKPUHUHT

BriepBbie MacCOBBI CKPUHUHT Ha TaJaKTO3EMHUIO C UCMOJIh30BAHUEM KPO-
BH, BBICYIIICHHOW Ha (punbTpoBanibHON Oymare, 661 BBeZieH P. ["atpu B 1963 1. B
CIIA. B psange cnyuaeB B KaueCTBE MEPBUYHOTO TE€CTA UCIIOIL30BaIu OOHAPY-
KEHUE B MOYE HOBOPOXKIACHHBIX PEIYIIUPYIOMIUX BEIIECTB, OTIUYHBIX OT TJIFO-
KO3bI (TecT beHeanKkTa — TOJIOKUTENEH, TECT Ha TIIIOKO3y — OTPHUIIATENICH).
DTOT TecT HecnenupruieH ¥ MaJTOMH(POPMATUBEH U HE MOXKET SIBISATHCS JTOCTO-
BEPHBIM JIMarHOCTHUYECKUM KpUTepueM. B Hacrosiiee Bpems B Iporpammax
MacCOBOTO CKpMHHWHTA HA TaJaKTO3EMHIO BBHITIOJHSIIOT BMECTE WJIH TI0 OTAEIb-
HOCTH HM3MEpPEHUE KOHIUEHTpAIMU TallaKTOo3bl, TajlakTo30-1-pocdaTa U aKTuB-
Hoct GALT B 00pa3uax KpoBH, BHICYIIIEHHOW Ha (DUILTPOBAIbHON Oymare.

CoBpeMeHHbIE METOJBI OIPEACIICHUS TalaKTO3bl IUPOKO BaPHUPYIOT,
HayMHasT OT MHUKPOOMOJOTHYECKUX W 3aKaH4YMBash TaHJIEMHOW Macc-
cnekTpomeTpueid. Mcronbp3oBaHue B Ka4eCTBE KPUTEPUS yYPOBHS TAIAKTO3bI B
KpOBHU TIO3BOJISIET OMHOBpeMeHHO ¢ nedektoM GALT BBISBIATE U ACHUITUATHI
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GALK u GALE, nockoyibKy cojiep’kKaHHe TaJIaKTO3bl B KPOBU B ITHUX CIIydasx
TaK)Ke YBEJIUYCHO.

[IpeumymiectBoMm aHanu3a pepmeHTaTUBHOM akTUBHOCTH GALT sBnser-
Csl HE3aBUCUMOCTh OT XapaKTepa MUTAHUS U MUILIEBBIX OTPAHUYCHUN, €CIIU Ta-
KOBbIE BBEJIEHbI N0 oOcienoBanus. McciaegoBaHue aKTUBHOCTH (epMeHTa
MPAKTUYECKH BCETJa BBIABIACT KiaccHdueckyio ¢opmy ¢ reHorunom G/G, HO
KoMmmayHaHbie TeTepo3urotel D2/G u romo3urotre D2/D2 moryT OBITH MpoITy-
miensl. [Ipu 3ToM B ciyuae MpeAlIecTBYIOIIETO TMEpelnBaHus KPOBH MOKET
OBITh MOJIYYEH JIOXKHOOTPUIATENbHBIN pe3yabTaT. C Ipyroi CTOPOHBI, YCIOBHS
MOJIyYeHHUs, TPAHCTIOPTUPOBKM M XpaHEHHs] MaTepuaina (TemrmepaTrypa, BIiax-
HOCTb) MOTYT MPUBECTH K CHU)KCHHUIO aKTUBHOCTH (DEpMEHTA, T. €. K JIO’KHOIIO-
JIO)KUTEIBHOMY PE3yIIbTaTy.

MonekynapHO-TeHETUUECKUE METOJIbl 10 IMOCJIETHET0 BPEMEHU HMEIH
OTpaHUYCHHOE NMPUMEHEHUE B PaMKax TPaJUIHMOHHOTO HEOHATAILHOTO CKpPH-
HUHra Ha MeTaboanueckue 00je3HU. B 01HOM M3 HEMHOTHUX NMPUMEPOB MOKHO
npuBECTH UeHTU(UKaIMI0 Haubosee yactor mytanuu AFS08 mpu ckpuHUHTE
Ha MYKOBHUCIIHJI03 B 00pa3liax KpOBH C IMOJOXKHUTEIbHBIM PE3YyJIbTaTOM, IOJIY-
YEHHBIM OIpEEIEHUEM UMMYHOPEAKTUBHOIO TpUIICHHA. B ciyuae ramakrose-
MUM aHaIu3 5 yacTeix MyTanuii (4 HanboJee YacThIX IS KIIACCHYECKOU (hOPMBI
M OJTHOM — 1151 BapuaHTa JlyapTe), BBIIIOJIHEHHBIN MapajlleNIbHO C UCCIeAoBa-
HUEM OMOXMMHUYECKUX MOKa3aTeNel, MO3BOJSIET 3HAYUTEIbHO ONTUMHU3UPOBATH
CKPUHUHT — YMEHBIIUTh KOJIWYECTBO JIOKHOMOJIOXKHUTEIBHBIX PE3yJIbTATOB,
muddepeHmpoBath kKoMnayHaoB ¢ renotuniom D2/G ot kmaccuueckoit hopmbl
U T. 1.

B psanme crpan ramakTro3eMusi BKJIIOYEHAa B MPOrPaMMbI HEOHATaJIHHOTO
ckpunuHra. bonpmumHcTBo mtatoB CIIA, fnonusi, MHOrME cTpansl EBporib
IPOBOJASIT CKPUHUHT HOBOPOKJIEHHBIX Ha 3TO 3a00JIeBaHHUE.

OpHako rajakTo3eMusi HE OTBEYACT BCEM KPHUTEPHUSAM, BbIPAOOTAaHHBIM
BO3 nmns maccoBoro ckpuHuHra. CylnieCTBEHHbIM MOMEHTOM SIBJISIETCS Maliast
3¢ (eKTUBHOCTD JeueHuss. MHEHUs pa3IMYHBIX IPyMN HCCleAoBaTeeil mo Bo-
MPOCY MPEUMYIIECTB PaHHEW MWAarHOCTHKU M PAaHHEro Hadayia JCYCHHs B OT-
HOIIICHUH JaTbHEHIIero TeYeHHs] M OTJAJICHHBIX MPOSBICHUN OOJIE3HU MPOTH-
BOPEUYMBHL. B HEKOTOPBIX CTpaHaX HEOHATATbHBIA CKPHHHUHT HA TaJIAKTO3EMHIO
OCTaHOBJICH W TMPU3HAHO OoJyiee OMpaBIaHHBIM BBISIBICHHUE 3a00JIeBaHUs Ha OC-
HOBE €ro KJIMHMYECKHUX MPU3HAKOB. DTO TOJpa3yMeBaeT KIMHUYECKYIO Tpa-
MOTHOCTh ¥ TOTOBHOCTH Bpauei pPa3iMyHBIX CHEIHATLHOCTEH BBISBISATH TAKOE
penkoe Mmetabosmueckoe 3abosieBaHue. [IepBUYHBIMU KIMHUYECKUMH TIOKa3a-
HUSMU 7151 00CIIEZIOBaHNS Ha TaJaKTO3EMHIO CITY)KUT HaJW4YMe y peOeHKa paH-
HETro BO3pacTa renaToMerajiny, )KeJITyXU, KaTapaKThl U 33JICPKKU PA3BUTHUSL.

JlomOTHUTENHHBIM KOHTUHTEHTOM i1 OOCJTIEIOBAHUS Ha TallaKTO3EMHIO
SIBJISIFOTCSL JICTH C TIOBBIMICHHBIM YpPOBHEM (eHUJIATaHWHA B KPOBHU, BBHISBIICH-
HbI€ MPU CKPUHHUHIE Ha (PEHUIIKETOHYPHUIO, MOCKOJbKY €CTh OCHOBAHHS CUHU-
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TaTh, YTO HEBBICOKAs rUNEpPEeHMIATIAHUHEMHUS] MOXKET OBbITh CIEACTBUEM (DYHK-
MOHAJILHOM HEJIOCTATOYHOCTH NIEYEHHU.

HakonyieHHbI1 K HAaCTOSIEMY BPEMEHU OIBIT MU3YYEHUS TajlaKTO3EMUHU
CBUJICTEIBCTBYET O TOM, YTO JUATHOCTHKA 3a00JIEBAHUS MOKET HAJEKHO OCY-
HIECTBIATHCS METOJIAMH MAaCCOBOTO CKPMHHUHIA HOBOPOXKIEHHBIX nerei. MMe-
10TCs 9(PPEKTUBHBIC METOMUKHU TOATBEPKIAIOIICH TUArHOCTUKH, OCHOBAHHBIC
Ha HCCIEAOBAaHUM OOIIEro COACp)KaHUS TajJaKTO3bl B KPOBH, aKTUBHOCTH (ep-
MEHTOB, YYaCTBYIOIIMX B OOMEHE TaJIaKTO3bl, a TaK)KE BKJIIOYAIONINE MTPOBEE-
HUE MOJeKyJsipHO-TeHeTnueckoro aHanu3a ([AHK-mumarnocruka). OmnHako He-
BBICOKAs 3P(HEKTUBHOCTH JICYEOHBIX MEPOIPUATHHN, POBOJIUMBIX MPHU TaTaKTO-
36MUU U OTJAJICHHbIE UCXObI 3a00JIEBaHUSI Y MHOTHX OOJBHBIX OCTAIOTCS He-
YAOBJIETBOPUTEIBHBIMU, YTO TPEOYET JadbHEUIIUX UCCIAEAOBAHUN U pa3padoT-
ku 0osiee 3OPEKTUBHBIX KPUTEPUEB OLIEHKH TEUECHUSI MMATOJIOTUU U BBISICHEHUS
PUYUH HEOIaronpusITHBIX UCXOJIOB.

JleueHnue

OCHOBY JieueHUs TalaKTO3EMHUH, BIIEPBBIC MpeiokeHHoro eme B 1935 r.,
coctaBisieT Oe3ranakro3Has aueta. [IpoayKThl, comepxaliue JakTo3y, Ipexe
BCEro0 MOJIOYHBIC, UCKIIIOYAIOT U3 MUY U 3aMEeNaloT UX 0€3JIaKTO3HBIMH CMe-
CsIMH, pa3pabOTaHHBIMU, B YACTHOCTU, Ha OCHOBE cou. [locie uckimoueHus ra-
JIAKTO3bl W3 MHUILIUA OCTPbIe HEOHATAJIbHBIE CUMITOMBI OOJIE3HU, TaKUE KaK Ts-
JKeJlasl MaToJoTHsl TeYeHu, ucueszaror. [IpenoTBpaiiaroTcs pa3BUTHE UMMYHO-
Ne(UITMTHOTO COCTOSIHMS M BO3HUKHOBEHHE CEICHCca, KaTapakTa paccachiBacT-
Csl, CHU)KAETCSl PUCK PAHHETO JIETAILHOTO UCX0/1A.

[lepBoHauanbHble HAAEKIbI Ha PHEKTUBHOCTh AUETHYECKOTO JICUEHUS
rajakTo3eMUU HE ONpaBIaiuch. JmurensHoe HaOIOACHUE 3a MAIllUEHTaMU, BbI-
SIBJIEHHBIMU B HEOHATAJIbHOM WJIM PAHHEM BO3pacTe W MOIY4YarolIMMU aJieKBaT-
HOE JICUCHHE, TI0Ka3aJI0, 4TO Oe3rajlakTo3Has JueTa He MPeloTBpaIlaeT OCI0XK-
HeHus: 00JIe3HU, pa3BHUBAlOIErocs B Oosiee MO3AHEM Bo3pacte. B psme perpo-
CIEKTUBHBIX UCCIIEIOBAHM, BBITIOJHEHHBIX Ha 3HAYUTEIHHBIX BHIOOPKAX IMAIlH-
€HTOB C KJIACCHYECKOW TaIAKTO3EMHEN, KOHCTATUPOBAIN HU3KUU YPOBEHb YM-
CTBEHHOTO pa3BUTHUS TMAI[UEHTOB, HApYIIEHWE TMO3HABaTEIbHBIX (YHKIUH, a
Takke QPyHkuuu peun. OTMEYEHO HapacTaHUE CHUKEHUS WHTEJICKTYaIbHOIO
pa3BUTHUS IO Mepe pocTa nanueHTa. Hepeako mpu 3TOM BBISBISIIMCH aTaKCHS,
MBIIIIEYHAs] TUIOTOHMS, DKCTparvdpaMUIalibHbIe PACCTPOIMCTBA U PN APYTHX
HeBposiornueckux ocioxkuenuit. Y 90 % marnueHTok ¢ Kiiaccudeckor gopmoit
raJlakTO3€MUM HaOIIOAANOCh HAapyllleHHe oBapuainbHON (yHKuMH. [IpuyuHbl
HEeA(DPEKTUBHOCTH TUETHI C OTPAHUYECHUEM TaJlaKTO3bl B OTHOIIICHUHU OTHAJICH-
HBIX TPOSIBICHUMN 3a00JICBaHUS OCTAIOTCS HESICHBIMU. J[J1s1 OOBSICHEHUS HEY10B-
JIETBOPUTEIBHBIX PE3YJIbTATOB JICUCHHS BBICKA3aHO HECKOJBKO TMIOTE3, OCHO-
BAaHHBIX HA MOMUCKE JIOMOJHUTEIbHBIX UCTOYHUKOB TAJIAKTO3bl B OpPraHu3Me U
HAKOIJICHUW TOKCUYHBIX MPOAYKTOB MPOMEXKYTOYHOro oOmena. [Ipemmomnara-
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IOTCSl CIIEAYIONINE TMPUYUHBI HU3KOW dPPEKTUBHOCTH TEPANTMH U TOPAKCHHS
OpPTraHOB U CHCTEM B MEPHOJ] BHYTPUYTPOOHOTO Pa3BUTHS:

— HaJIM4Yue HEOOJBIIOr0 KOJWYECTBA TANAKTO3Bl B JUETHUECKUX IIPO-
IYKTax, CO3/IaHHBIX Ha COEBOI OCHOBE;

— TOKCHYECKOE JeHCTBHME BBICOKMX KOHIIEHTpAalMid TajxakTo30-1-
docdara;

— HaJmu4he HEMOJAIONMErocss KOHTPOIIO TOBBIIMICHUS SHIOTCHHOTO
CUHTE3a TaJIaKTO3bl M ranakTo30-1-docdara;

— HEJOCTaTOYHOCTH ypuAWIAu(ochorarakTo3bl, BOSHUKAIOMIAS B PE3YIh-
tare 61oka GALT u, kak cienctsue, AepeKT peakiuii raTakTO3UIUPOBAHNS.

Brickazano mpenmnoioxkenue, 9To GyHKIus pepMeHTa 0COOCHHO BakKHA B
ATOM TEepUOoAe, MOCKOIbKY yke y 10-HemenmpHOro mioga oOHapy)KeHa aKTHB-
HocTh GALT, nmpudem Gosiee BbICOKasi, 4eM B MOCTHATATHHOM JKU3HHU.

BPOXAEHHAS HENEPEHOCUMOCTD JIAKTO3bI

BpoxaeHHass HenmepeHOCMMOCTh JlakTo3bl (Tuma Holzel, ve compoBoxk-
JaroIasics JIaKTo3ypuei, u tTuna Durand, mpoTekaromei ¢ JTaKTo3ypHei) — Ha-
CJIEACTBEHHOE 3a00JIeBaHKe, 00YCIOBIEHHOE BO3PACTHON HE3PEIOCThIO dH3UMA
JaKTa3bl WM BPOXKJICHHOW alakTasuei (rurosakrasueii). 3aboieBaHUe HacJe-
JyeTCsl 10 ayTOCOMHO-periecCuBHOMY THITy. OJMHAKOBO YacTO IMPOSIBISAETCS y
MaJIbYUKOB M JieBouek. YacTora nakTa3HoM HemoctaToyHocTH B IlIBermm co-
craBisgeT 3 %, B Aarimmn — 20-30 %, B CIHIA cpean 6enbix — 6 %, HerpoB —
73 %, B Adpuke u crpanax Cpenneit Azuu — g0 100 %, B JIutee — 37 %.
Hedunut makrtazsel B Poccun Betpeuaetcs B 10-75 % cinydae. Hemepenocu-
MOCTbH JIAKTO3bI 3aBHCHT OT MCTOPUUYECKH CIIOKUBIIUXCSI THIIOB BEIACHUS CEJIb-
CKOTO XO3SHCTBa — B CKOTOBOJYECKHUX PETHOHAX THITOJAKTa3Ms BCTPEUACTCS
pexe.

ITHOJIOTHS U NTATOTeHe3

[Ipu CHUKEHHON AKTUBHOCTH WJIA OTCYTCTBHUM KHILIEYHOU JIAKTa3bl, pac-
HISTUISIONICH Aucaxapuj JIaKTO3y JO0 MOHOCAXapoB, — TJIFOKO3bl U TajlaKTO3bI,
HE pacIIeryieHHas JaKT03a 3a/Iep>KUBAET BOAY B MPOCBETE KHUIIICUYHUKA, YBEIIH-
guBas 00bEM KHIIIEYHOI'O COACPKUMOTro. B HMKHUX OTIeIaX TOHKOTO M TOJ-
CTOTO KHIIICYHHKA MMPOUCXOJUT OparkeHHEe JAKTO3bI MOJ JCHCTBUEM KHIIICUHOM
MUKPO(DIIOpHI ¢ 00pa3oBaHUEeM OOJBIIOTO KOJWYECTBA Ta3000pa3HOTO BOJIOPO-
Ja U OPraHWYeCKUX KHCIIOT, Cpella KHUIICYHOTO COJICPKHMMOIO CMEIIAeTCs B
KHCIIYIO CTOPOHY, YTO TPHUBOJUT K YCHWJICHHUIO TEPUCTATbTUKU. YBEITUYCHHE
KUILIEYHOTO COAEP>KUMOT0, OOJIBIION 00bEM I'a30B U YCUIIEHUE MEePUCTATBTUKU
BBI3BIBAIOT PAa3BUTHE JIUAPEH, COTIPOBOXKIAFOIICHCS OOJIIMU B )KUBOTE. JKuakuii
CTYJI ¢ HU3KUM pH npUBOIUT K Malepaliyi KoKW BOKPYT aHAJTLHOTO OTBEPCTHS.
Ypuanue, 00 B KUBOTE, KUJIKHH CTYJI MOSBIISIOTCS MPAKTUYCCKUA Cpasy Io-
cJie mpreMa MPOBOIUPYIOIIEH (JTaKTO30CoAepKaIlei) MUIIH.
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Knaccunduxanus

JlakTOo3Hasi HEMEPEHOCUMOCTh pa3JiesieTcsl Ha JiIBe (GOPMBI: NEPBUYHYIO,
T€HETUYECKU OOYCIIOBJIEHHYIO, U BTOPUYHYIO, BO3HUKIIYIO B CIIEJICTBUU TEP-
BUYHOTO MOPAXXEHUS KUIICUHUKA WIIA BO3JIEUCTBUS SK30T€HHBIX (DAKTOPOB, YT-
HETAIOLIUX CUHTE3 JIAKTa3bl (MHPEKIIMS, Tapa3uThl, MEAUKAMEHTHI U JIp.).

[lepBuuHas JlakTO3HAsT MalibabCOPOIMs TOAPA3IACISAETCS Ha BPOXKJICH-
HYI0, OTMEYAIOUIYIOCsl Y TPYAHBIX JIeTel (paHHUM THUIT) U JIAKTO3HYIO Majibald-
COpOLMIO B3pOCIBIX (MO3IHHUI THI), HOSBIISIFOLIYIOCS MTOCIE IEPHOJA MOJIOYHO-
ro BCKapMJIMBaHU, Yallle BCEro nociue 4—5 ner.

PaHHMI THIT BPOXKJIEHHON MaiabaOCOPOLIMH JIAKTO3bI BCTPEYAETCS B BUJE
naByX BapuaHTOB: Turna Holzel, He compoBoxaaromierocs JIakTo3ypueid, u THIa
Durand, mpoTekaromero ¢ J1aKTo3ypHuei.

Kinnuveckas kapTuHa

AnaxTa3us HOBOPOXKICHHBIX BCTpEYaeTcs pelnko. BpoxaeHHas Hemepe-
HOCHMOCTb JIAKTO3bI MPOSIBISETCSA C MEPBbIX JHEW XU3HMU pebdeHka. Hambonee
pacnpoCTpaHEH MEPBbI BapHaHT JIAKTO3HOM HENIEPEHOCUMOCTH — JI0OpoKaue-
CTBEHHas (popma ajakTa3uu, KOTOpas HE COMPOBOXKAAETCS JIAKTO3ypHeH (T
Holzel). Ilpu nanHOM BapuaHTE Yy HOBOPOXIICHHBIX IMOSBIISCTCS BOJISHUCTBINA
MEHUCTBIN CTYyJ C KHUCJIBIM 3amaxoM, oTMedaercs MereopusM. Mmeer mecto
cTeaTopesi, BO3HUKAET CHHJIPOM MaiabaOCOpPOLMH C TUHOTPOPUEH U IPYTUMU
AKCTPAMHTECTUHANBHBIMU paccTpoiictBamu. [lpu 3HTEpOOMONICHM THCTOJIOTH-
YECKUX M3MEHEHUU B CIM3UCTON 000JOUKE HE HAXOJAT, AKTUBHOCTH JIAKTA3bl
CHW)KEHA WJIM BOOOLIE OTCYTCTBYeT. VICKIIIOUeHHe MOJOKa M3 palloHa HOBO-
POXKICHHBIX MPUBOJIUT K MCUE3HOBEHUIO BCEX JTUX sABIeHWH. JlakTo3ypus, au-
caxapuaypus, aMUHOAUUIYpUs MPU 3TOM (PopMe TaKTO3HON MHTOJEPAaHTHOCTU
OTCYTCTBYIOT. HeKkoTOpble A€TH NEPEHOCIT Majble A03bl JIAKTO3bI, TOHOCHI I0-
ABIIIIOTCS Y HUX MPU MPEBBIILIEHUH O3Bl 3TOTO JUcaxapuaa 1 JUMHUTA UX (ep-
MEHTaTUBHOM akTUBHOCTH. [0 Mepe moapactanusi peOEHKa MOCTENEHHO YIyd-
1aeTCsl MEPEHOCUMOCTh JIAKTO3bI, K 4—5 rogam neUIMT JakTa3sl 0OBIYHO HC-
4e3aer.

Bropoii BapuaHT JakTO3HO#M HenepeHocumoctH (tun Durand) mpotekaer
3HAUUTENBHO TsKesee. Bekope mociie poxkaeHus MOsBISIOTCS BOJASHUCTBIN 1MO-
Hoc, pBoTa. Poct pebenka 3amesisiercs. Co BpeMEHEM BO3HUKAIOT MPU3HAKU
JeruipaTaluy, alua03, JaKTo3ypus, Jucaxapuaypus, aMuHoauuaypus. Pa3su-
BAETCSl MOPAKCHHE TMOYCUHBIX KaHAJbIEB, HEHTPATbHOW HEPBHON CHUCTEMBI.
MoryT OBITh TpPH3HAKKA TEMOpPparudecKkoro auare3a. PBoTa MokeT OBITH Ha-
CTOJIbKO YIOPHOM, YTO KJIMHMYECKM HAINOMHUHAET MNujopocTeHo3. Harpyska
JIAKTO301 y OONBHBIX AETEW BBI3BIBACT MOIBEM YpPOBHS caxapa B KpoBu. CHHU-
’KEHHE aKTUBHOCTHU JIAKTa3bl B CIU3UCTON 000JI0UKE TOHKON KHUIIKHA HE OTMEYa-
€TCsl, OJJHAKO UMEIOTCS BhIpaXKeHHbIE MOP(OIOrHUeCKUe U3MEHEHHS CIIM3UCTOM
M3-32 TOKCUYECKOTO JACUCTBUS JIAKTO3bl HA MEUCHOUHYIO MApEHXUMY M MOYed-
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HbIe KaHaJbIbl. [[0JHOE MCKITIOYeHHE JTAKTO3bl U3 MUTAHUS PeOCHKA MTPUBOIUT
K HEKOTOPOMY YJIYUIIICHHIO COCTOSTHUS OOJILHOTO.

[TproOpeTeHHbIN (BTOPUYHBIN) AePHUIUT JaKTa3bl pa3BUBACTCS MPU pas-
JUYHBIX 3a00JICBaHMSIX JKEIYJOYHO-KHIIEYHOTO TpakTa. HemepeHoCHMOCTh
JIaKTO3bI OOHApYyXKeHa y OOJNBHBIX XPOHUYECKUM TacTPUTOM (TacTPOIyOJCHH-
TOM), XpOHHYECKHM 3HTEPUTOM, HECTCUU(PUUECKUM S3BEHHBIM KOJIUTOM, 0O-
ne3nbto Kpona, nenuakuei.

Y 20 % eBpormeinieB ¢ CHHIPOMOM MaJlbaOCOPOITUHU JTAKTO3bI CHMITTOMBI
HEMEPEHOCUMOCTH OTCYTCTBYIOT MPHU YNOTPEOJICHUH MOJIOKA MAJIbIMH MOPLHUS-
mu (30-50 mut), pacmpeeieHHBIMU Ha BECh JICHb. be3 BOSHUKHOBEHUS! CUMIITO-
MOB HENEPEHOCHUMOCTH 3a CyTKU MO>XHO BBITUTH 200 u naxe 1o 400 mu cBexe-
r'0 MOJIOKA.

Knunnueckne cumMnToMbl Ae@UIMTA JIaKTa3bl BO3HHMKAIOT uepe3 1-2 4
nocJie ynoTpeOaeHus: MOJIOKa U IPYTUX MOJIOYHBIX MPOJAYKTOB WM IMHUIIH, TTPH-
TOTOBJICHHOM Ha Mojoke. HabOmromaroTcs NpU3HAKU KEITyAOYHO-KUIIEYHOTO
AUCKOM(OpTa: TOIIHOTA M PBOTA, KUAKUN cTys. BoiapHBIX OecriokoAT Oonu B
KUBOTE (OT OLLYLIEHUS pacliepaHusi 10 KOJHUK), B3AyTHE )KUBOTA.

XapakTepHbl pe3kas ci1aboCcTh, MOTIUBOCTh, TAXUKAPAUs, YyBCTBO O3HO-
0a, rojoBHas 00Jib, TOJOBOKPYKEHUE, HHOTIa 00Jb B 00JaCTU cepAlla U AKCT-
pacuctonusi. CTeneHb TSHKECTH MPOSBICHUN 3aBUCHUT OT 103bI MOJIOKA U JIMMHU-
Ta KUIIEYHON JakTa3zbl. CUMITOMBI HEMEPEHOCUMOCTH MOJIOKA, OOYCJIOBJICH-
HbIC JACPHUIMTOM JIaKTa3bl, MCUE3al0T 4Yepe3 3—4 9 mocie ero ynoTpeOJIeHHs.
Hapymenne BcachIBaHHS JTaKTO3bI CIIOCOOCTBYET PAa3BUTHIO OCTEOMOPO3a, TaK
KaK HMCKIIIOUEHHUE W3 MHUIIM MOJIOKA WM €T0 HE YCBOCHHE MOJKET BBI3BIBATH JIC-
(UUUT KaJbLKs B OpPraHU3MeE.

JlaGopaTopHast JMarHOCTUKA

JlnarHocTuke JaKkTa3HOM HEAOCTATOYHOCTU MOMOTAl0T aHAMHECTUYECKUE
JaHHbIE, KIIMHUYECKasi CHMITOMATHKA, B YACTHOCTH, YKa3aHUE Ha HENEPEHOCH-
MOCTb MOJIOKA, MCUE3HOBEHHE WJIH YMEHbILIECHUE MPOSBICHUN OpOaMIIbHOM
JUCIIETICUHU TTOCIIEe UCKITIOUEHUS U3 MUIIEBOr0 palioHa MOJIOYHOT'O caxapa.

HaubGonee mHMDOpPMATUBHBIMU M TOYHBIMHU SIBJISIIOTCS Cleayromue j1ado-
paTOpHBIE METOJIbI TUATHOCTHKH JIAKTa3HOW HETOCTATOYHOCTH:

1. Tlpsimoe ompeneneHne aKTHBHOCTH JIAKTa3bl B KYCOYKE CIIHM3UCTON
000JIOUYKH TOHKOW KHIIKH, MOJTyYEHHOM IPH aCIUPAIMOHHOW OHOTICHU C TIO-
MOIIBIO CTIEIIMATFHOTO aCUPAIMOHHOTO 30Ha Win nyoaeHodubdpockona. [Tpu
JIAKTa3HON HEIOCTATOYHOCTH OTMEYAeTCsS PE3KOe MOHIKEHUE YPOBHSI JIAKTa3bl
B OuonTate (ot 0 10 2 Mkr/mMr/mMun; HopMma 14—20 MKr/Mr/MuH), TpUYeM aKTHB-
HOCTh JIPYTHX Aucaxapujas (caxapasbl, MaIbTa3bl U Jp.) MPAKTUYECKU HE W3-
MEHSIETCSl U TUCTOJIOTUYECKOE CTPOCHHE CIM3UCTON O0OJOYKM TOHKOM KHIIKU
COOTBETCTBYET HOpPME.

2. Harpy304HbIii JTaKTO3HBIN TECT 3aKJIF0YAETCS B HArpy3ke u3 pacyera 1
I JJaKTO3bI Ha 1 Kr Macchl Tena 00CIeayeMOoro ¢ OINpeneeHHEeM YPOBHS peay-
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UPOBAHHBIX caxapoB KpoBu Hatouak u yepe3 30 u 60 MuH nocne npuema Jiak-
TO3bl. B HOpMeE MPUPOCT TIUKEMHH MOCE HArpy3KH JIAKTO30# cocTaBisieT 00-
nee 1,1 mmone/n. Takoil mpupocT ykas3blBaeT Ha TO, YTO YPOBEHb KHUIICUHOMN
JaKTa3bl HAXOAMUTCS B Mpeesiax HOPMbl U JTaJbHEHIIINE UCCIIEIOBAHUSI MOKHO
HE TpoBOAUTH. Eciau nOpUpOCT TIMKEMUM TIOCIE€ HArpy3Kd JIAKTO30M
1,1 mMonb/T U MEHee, TO Yepe3 IeHb MPOBOJAT JAOMOJHUTEIbHYIO HArPy3Ky U3
MOHOCAXapoB, COCTABIIAIOIINX CTPYKTYPY JIakTO3bl. Harpyska cocTouT u3 cMme-
cu nmroko3sl (0,5 T Ha 1 kr Maccwl Tena) u ranakTossl (0,5 r Ha 1 kr mMacch Te-
na). [Ipu npueme MoHOcaxapoB (TJIOKO3a, TajlakTo3a) MOJYyYaroT MpeIcTaBIie-
HUE O COCTOSIHUM BCACBIBaHMsI, TaK KaK OHM HE HY>KJAIOTCS B MIPEIBAPUTEIHHOM
PaCILEIUIEHUH U CPa3y BCACBIBAIOTCS B TOHKOM KHUIIKE. [[pupocT KOHIEHTpannu
caxapa KpOBHU TOCJI€ Harpy3kH JIaKTO30M MO3BOJSIET CYAUTh 00 aKTUBHOCTHU
JIAKTa3bl.

[Tpu nakTa3HOW HENOCTATOUYHOCTH BCAChIBAHME HE HAPYILIEHO, a PE3KO
YMEHBIIIEH THAPOJIU3 JAKTO3bI, TO3TOMY TNIMKEMUYECKas KpuBas MOCIe Harpys3-
KU J1JakTo301 OynmeT moHmwkeHa (1,1 MMOJb/T 1 MeHee), a TMociie Harpy3Ku CMe-
ChIO IJTFOKO3bI U rajakTo3bl He u3MeHuTcs (6onee 1,1 mmons/n). [Ipu nposene-
HUU JJAKTO3HOTO TecTa 0OpamaroT BHUMaHUE HA TOSIBJICHUE KIMHUYECKUX CUM-
NTOMOB HEMEPEHOCHMOCTH JIAaKTO3bI (ITOHOC, YpUaHue, METeOpr3M, OOJb B JKU-
BOTE U Jp.). [Ipn n3ydeHnn mporeccoB BCachIBAaHUS BMECTO CMECH TIIIOKO3BI U
rajlaKTo3bl JIOMyCKAETCsl MCIOJb30BaHUE OAHOM ToKo3bl (1 T Ha 1 Kr mMacchl
TeNa), TaK KakK TJIIOKO3a M TallakKTo3a TPAHCIOPTUPYIOTCS Yepe3 CIU3UCTYIO
000JI0UKY KHIIKH U SBJISIOTCS IEPEHOCUNKAMH OJHOTO THIIA.

3. Ompenenenue TONEPAHTHOCTH K JIAKTO3€ Mocie Harpysku. [lpu stom
METOJIe OMPECSISIIOT TO MUHUMAJIBHOE KOJMYECTBO JIAKTO3BI, MPUHSATOE HATO-
I1aK, KOTOpOe 00YCIIaBIMBAET OAHOKPATHOE MOSBJICHHUE KUJKOTO CTyJia B Teye-
Hue 4 4. UccnenoBanue HaumHarotT ¢ 50 r iakTo3pl. B KopoBheM MOJIOKE CO-
nepxurcsa 4,8 %, a B sxeHckoM — 6,8 % J1aKTO3bI, MOATOMY CJEAYET CUUTATh,
YTO OSTa HArpy3ka JKBUBaJIeHTHa ymnorpeOnenuio 1042 M kopoBbero wuiu
735 M rpyaHOro Mojoka. OTCYTCTBHE JKHIKOTO CTyJia B T€ueHue 4 4 mociie
Harpy3k JIaKTO30M CBUAETEIBCTBYET O JOCTATOYHOM TOJEPAHTHOCTU K HEM.
Ecnu xuakuii cTyn ObL1 (XOTS Obl OHOKPATHO), ATO YKAa3bIBAET HA JEPUIUT
nakTasbl. (s BBISIBIGHUS CTENEHW JH3MMOIIATHU MOKHO YBEIUYHMBATH WIIU
YMEHBIIATh 03y JakTo3bl Ha 10 T exxeqHeBHO, HAUYMHAS C TIEPBOHAYAIBHOM J10-
361 50 T. DTO MO3BOJIAET BHISIBUTH TO MUHUMAIFHOE KOJUYECTBO JTAKTO3BI, KOTO-
pO€ BBI3BIBACT OJHOKPATHYIO JIe(eKaruo ¢ )XUIKUM CTyJIoM. YeM MEeHbIIe dTa
703a, TeM 0ojiee BhIpaKeHa CTETeHb HEMEPEHOCUMOCTH JTaKTO3bl. JlaHHBI Me-
TOJl KICCIIEIOBAHUS KaKk MeHee OOpEMEHUTENbHBIN AJIs1 OOTBHOTO Yallle UCIOIb-
3yeTcs y nerei. B atom cinyuae mepBoHauanbHasi Harpyska cocrapisier 20-30 ¢
JIAKTO3BI.

4. UccnenoBanue colep:kaHusi BOJOPOAA B BBIIBIXaEMOM BO3JIyX€ MOCTe
Harpy3ku JakTto30i. C 3TOM Henbl0 0OBIYHO UCIIONIB3YETCSI METO Ta30BOM Xpo-
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maTtorpaduu. B HOpMe KOHIIEHTpamusi BOJAOPOAa B BBIABIXaEMOM BO3IyXe He-
3HauyuTenpHa (MeHee 0,1 mMuI/MUH), MpU THIOJIAKTA3MU OHA CYIIECTBEHHO BO3-
pactaetr. MeTox ocHOBaH Ha 00pa30BaHMU ra3000pa3HOTO BOAOPOJA B TOJCTON
KUIITKE B pe3ysibTare OakTepuatbHON ()epMEHTAIMH MOMNAaBIIe B Hee Heabcop-
OMpoBaHHOMW JIAKTO3bI. ['a3 BcachIBaeTCs yepe3 CIM3UCTYI0 00OJIOYKY TOJICTOM
KHILIKH, IPOHUKAET B CUCTEMY KPOBOTOKA U BBIACISAETCS Yepe3 JIETKUE MPHU JIbI-
XxaHuu. MeTo/1 TOBOJBHO TOYEH, CYIIECTBYET YeTKasi KOPPEISIHS MEXIy KOJIU-
YeCTBOM BOJIOpPOJIa B BBIJIBIXa€MOM BO3[yX€ U CTEMEHBIO JIAKTa3HOW HEI0CTa-
TOYHOCTH.

TecT ¢ MPHEMOM JIAKTO3bI, MedeHoi paguoakTuHbM yriaepogom (HC).
[Ipu ero mpoBeaeHUH HU3MEPSIOT PAJAMOAKTUBHOCTH BBIIBIXa€MOTO BO3IyXa.
[Ipu HEeM3MEHEHHOM THAPOJIU3E JIAKTO3bl YPOBEHb PaTHOAKTHBHOCTH BBICOKHUH,
IIPY TUTIOJIAKTA3UHU — HU3KUH.

Jleuenue

OCHOBHOUM METOJl JICUCHHS] — JUETOTEeparus, HalpaBJIeHHAs Ha 00XO0J
MeTtabonuyeckoro Onoka. [Ipu MCKycCTBEHHOM BCKapMIIMBaHMM PEOEHKY Ha-
3HAYyaloTCsl OE3JIaKTO3HbIE CMECH WJIM CMECU C COACpPKAHHEM JIAKTO3bl MEHEe
1 % — Hu3KojIaKkTO3HKIE (Tab. 9).

Tabauya 9
MoJio4HBI€ CMECH M IIPOAYKThI, HCII0JIb3yeMble IIPH JIAKTA3HON HEJOCTATOYHOCTH
HasBanne ‘ Crpana ‘ Pupma-npou3BOAUTEIb
be3naxkmosuvie cmecu
HAH 6e3naxTo3ubIit [IIBeliapus Hectiie
be6enak-DJI ["onnan s Jlaitemn
Onpaoaak-d T'onnmangus Kob6epko M3oko
Mawmekc 6e371aKTO3HbIT Janus ApPUHKO
ITopraren CIIA Mun JI>KOHCOH
Huskonakmo3snwvie cmecu

benJlakT HU3KOJIAKTO3HBII benapych OAO «benmnakT»
HyTpritakT HU3KOJIAKTO3HBIN Poccus A/O Hytputex
HuskonakTo3HOE MOJIOKO Poccus BHUMU
HyTpuiioH HU3KOIAKTO3HBIN lNonnanaus Hyrpunms
Xymana-JIIT I'epmanus XymaHa
Xymana-JIIT CTI] I'epmanus XyMaHa

Cmecu Ha ocnoge uzonama coeeozo benka
HAH cos [IIBelinapus Hectne
Hytpus-Cos INonnanaus Hyrpunus
Xymana CJI I'epmanus XymaHa
Oupamun-Cos CIIA Mup JI>KOHCOH
®puco-Coit ["onnanaus PpucieHn
Cumunnak-M3omun CIIA Pocc JlabopaTopus
Xaiini-CoeBast cMeCh CIIA XalHi
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Ocobennocteio cmecn «HAH 0Oe3nmakTo3HBIN» SBISETCS BKIIIOYCHHE B
Hee HYKJICOTHIOB, UYTO IMO3BOJIIET OBICTPEE BOCCTAHOBUTH IICJIOCTHOCTH CIIM3H-
CTOM 00OJIOYKH, a 3HAYHT, U aKTHBHOCTh JIAKTA3bI.

[Tpu rpyaHOM BCKapMITMBaHHH TPYJIHOE KOPMIICHUE 3aMEHSIOT Ha Jeue0-
HbIC CMECH mocTerneHHO. KoHTpoab 3h()EKTUBHOCTH AMETOTEpPAluU IIPOU3BO-
JTUTCSl HA OCHOBAHHMY KIIMHUYECKOW KapTHHBI, onpeaenenns pH kama. J{ns Hop-
MaJu3aliy KIMHUKA OOBIYHO JTIOCTATOYHO 3aMeHUTh 1-2 xopmienus. [Ipu ner-
Koii ¢dopme OOJIe3HH, KOT/a CaMOYYyBCTBHE pPEOCHKAa HE HApYIICHO, TPYIHOE
BCKapMJIMBAaHUE OCTABIIAIOT TMOJIHOCTBHIO, UTHOPUPYS HapymieHue ctyna. Jpy-
UM BapUaHTOM JICUEHUS SBJSETCS 00pabOTKa CIIEKEHHOTO TPYAHOTO MOJIOKA
JaKTa30i u KopmieHue pedenka yepes 30 MuH.

BBeneHne mpukopMOB W THUIIEBBIX J00ABOK MMEET CBOM OCOOCHHOCTH.
Kamiu roToBsT Ha HH3KO- WM 0e371aKTO3HBIX cMmecsx (Tabm. 10). IIpu ymepen-
HOM TMMOJAKTa3uu BO3MOKHO HCIIOJIB30BAHHUE OTMBITOTO OT CHIBOPOTKH TBOPO-
ra, CIMBOYHOI'O Macjia, TBEpAOro ceipa. [Ipm jerxkod rumojakTazuu IETIM
cTapiiie OJTHOTO r'0Jia MOKHO JJaBaTh KMUCJIOMOJIOYHBIE TPOTYKTHI.

Hy>XHO MOMHUTBH, YTO MHOTO JIAKTO3bl COJIEPKHUTCS B CYXOM MOJIOKE,
CMeTaHe, KOHJIUTEPCKUX U3JIeNUIX, Ouuaym-, 1akToOaKTeprHe; JTaKTO3a SBIIS-
€TCSl OCHOBHBIM JICHCTBYIOIUM BEIIECTBOM JIAKTYJIO3HI.

Tabauya 10
OcoOennocTu BBeeHHA 0J110] MPUKOPMA B PALIMOH JAeTell ¢ TMIMoJIaKTa3uei

TpoayKT u 6:11010 Cpoku BBEACHNY NPHKOpMA (mec.)
JeTH € TUIOJIAKTa3ueil 310pOBbIE 1IeTH
DpyKTHI, ATOJTHBIE COKU 3,54 3
DpyKTOBOE MIOPE 4-45 3,5
TBopor 5 (OTMBITBIE OT CBIBOPOTKH) 5
XKenrox 6 6
[Trope oBomIHOE 4 5
Macno pacTuTtesnbHOe 4 S)
Kamra 5 (6e3monoyHas WK HA HU3- 6
KOJIAaKTO3HOW COEBOW CMECH) (Mos04Has)
Macno cnuBo4HOe 6 (mpu MHIUBUYATLHON 6
MIEPEHOCUMOCTH)

[Trope msicHOE 5-6 7
Monoko 8-9 (HM3KOIAKTO3HOE) 8-9
Kedup 8-9 (TpexcyTOuHBII) 8-9
Cyxapu, x11e0 8-9 8-9
Pri0a 8-9 8-9

Bcenencteue nonaBnenus aHa3poOHOU (IIOpHI B Kajle y JETeH Pe3KO CHU-
YKEHa WM JJaXKe OTCYTCTBYET JIakTO- U ouduaodaopa. [Ipu sToM 00bI4HO ycCTa-
HABJIMBAETCA JIMArHO3 «JIUCOAKTEpHO3», HO Ha3HAUeHHe OuomnpenaparoB Hed()-
(EeKTUBHO — MPU HOPMAIM3ALUU KIMHUKA MUKPOOUOIEHO3 KUIIIEYHUKA HOP-
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MaJU3yeTcsl CaMOCTOsITeNbHO. [IpM BTOPUYHON THUIIONAKTAa3UM aKTUBHOCTH
dbepmeHTa BOCCcTaHaBIUBaeTcs OObIYHO B TeueHue 1-3 mecsues. [IpumepHas
nueTa sl peOeHKa, HaXOAsIIerocss Ha CMEIIaHHOM BCKapMJIMBaHUM, MTPUBEIE-

Ha B Tabn. 11.
Tabauya 11
IIpumepHBIii CyTOYHBIH panMoH 1Jis pedenka 4,5 mec. ¢ rMIIOJIaKTa3Hel,
HAXOAAIIErocsi Ha CMEIIaHHOM BCKAPMJIMBAHUHU

Hac Pannon Koan4yecTBo (MJI)
KOPMJIEHHS

6.00 HAH 0e31aKkT0O3HBIN 100
CleXeHHOE TPYTHOE MOJIOKO 50

9.30 HAH 0e31aKkT0O3HBIN 100
CiexxeHHOe TPYIHOE MOJIOKO 50
Cok s106104HBIH, pa3daBiacHHbIH Ha 1/3 Bogoi 20

13.00 Pucosas kaia Ha Bojie 120
CuexxeHHOe rpyJHOE MOJIOKO 30
Maciio pacTUTeInbpHOE 3,0

16.30 HAH 06e31aKkT0O3HBIH 100
CleXeHHOe TPYTHOE MOJIOKO 50

20.00 CuexxeHHOe rpyJHOE MOJIOKO 100
HAH 06e3makT0o3HbIH 50
Cok rpyieBsiii, pa3baBieHHblid Ha 1/3 Bo- 20
pife)7|

23.30 HAH 0e31aKkTO3HBIN 100
ClexxeHHOe TPYTHOE MOJIOKO 50
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