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1. [pnyKnHbI pasBuTud
He0CTaTOYHOCTH
NUTaHUA

HenoctaTouyHOCTh MUTAHUSI SIBJSETCSI OMHOM U3 MPU-
YUH YTSDKEJIEHUSI COCTOSIHUS 00JIbHOTO peOeHKa, YBEJIM -
YEeHUsI CPOKOB TOCHUTAIMU3ALUU OOJIbHBIX XUPYpruye-
CKOTO MpoduJisi, CTIOCOOCTBYET Pa3BUTUIO OCTOXKHEHUMN
M YXYIIIEHUIO KCXOM0B TTOC/Ie0TepallMOHHOTO TIeproa,
3aTS>KHOMY TeUeHUI0 3a00JieBaHMI, 00J1ee JIUTETbHOMY
3aXuBIeHUIO paH. KpaitHue cremeHW HEemOCTaTOYHO-
CTH TIUTaHUSI AUATHOCTUPYIOTCS CPaBHUTEIBHO JIETKO,
B TO BpeMsI KaK TP CPEOHMX U JIETKUX CTETICHSIX Hed0-
CTaTOYHOCTH MUTAHUS BCTpPeYaeTCsl TUITOAUATHOCTHUKA,
KOTOpast MOXET SIBUThCS MPUUMHOM OLIMOOYHBIX JIeii-
CTBUI Bpayeil.

Cundpom HedocmamouHocmu NUMAHUS Pa3BUBACTCS
npu aeduimMTe He3aMEHUMBIX IUTaTEJbHBIX BEILECTB
(6enkoB, XUpPOB, YIJIEBOAOB, BUTAMMHOB, MakKpo-
1 MUKpO3JIeMeHTOB). Yaiile Bcero Ha01omaeTcst 0eKoBast
WM 0eJIKOBO-3HEPreTHYECKast HeJJOCTATOYHOCTD MUTAHMS.

OCHOBHBIC TIPUYMHBI Pa3BUTHUSI HEIOCTATOUYHOCTHU
MUTaHUS TIPeACTaBIeHbI B Ta0. 1.1.

[IpmyHBI HEOOCTATOYHOTO MUTAHUS AETell MOTYT
OBITH pa3nesieHbl Ha TPU OCHOBHBIE TPYIIIIHL:

1) KauecTBeHHOE/KOJIMYSCTBEHHOEe U KayeCTBEHHOE
HenoedaHue M3-3a HU3KOTO COLMaTbHO-2KOHOMM-
YECKOro CcTaTyca CeMbM;
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2) HegoCcTaTOYHasT MEIMIIMHCKAsl ITOMOIIb OepeMeH-
HOM WM KOpMSILLIEH KeHIIUHE U PEOEHKY;
3) HU3KUI1 ypOBEeHb 0Opa30BaHUsI MaTepeid.

Taommma 1.1. OcHOBHbBIC TPUYMHBI PA3BUTHUS HETOCTATOUHOCTHU

NUTAHUA
Mpn4mHbI Knuxuyeckue coctoanms
HapyLenve npuema YTpara cosHaHus. HapylieHue akta
nuLm rnoTaHus. Heykpotumas peota.
HepBHas aHopeKkcus
Hapyuwenue ®epMeHTHas HeA0CTAaTOYHOCTb.
nuLieBapeHuns MaHkpeatnt.

raCTpOSKTOMI/IFI. Pe3ekuns TOHKON KULLKY.
BunuapHas HesoCTaTO4HOCTb

HapyLueHne BcacbiBaHus | QHTEPUT.

CMHAPOM KOPOTKOI KILWKW. BonesHb
KpoHa.

DuUCTYNbI KNLLIEYHNKA

HapywieHne o6meHa BpoxaeHHbIe HapyLueHns MeTabonuama.
BeLlecTs (MeTtabonnuama) | Kara6onuyeckune cOCTOAHNS: CENCUC,
0XXOrU, TPaBMbl, UH(EKLIN, XMPYPrnecKne
BMeLLATENbCTBA

CreneHb BBIPAXXEHHOCTH OEJIKOBO-3HEPIeTUUYECKO
HEJI0CTaTOYHOCTU 3aBUCHUT OT COLMATbHO-3KOHOMMYE-
CKUX YCJIOBMI, FeHETUUECKUX (PaKkTOpoB U (HU3MOIOTH-
YECKUX 0COOEHHOCTEM.

[To npuunHe BO3HUKHOBEHUS OEJTKOBO-2HEPTETUYEC-
CKasi HeTOCTaTOYHOCTb MOXET ObITb nepauuHoll (ATMMEeH-
TapHash HEIOCTAaTOYHOCTb WJIM TIOJIHOE TpeKpalleHue
TOCTYTUIEHUST TIMTATEJIbHBIX BEIECTB U MUKPOHYTPU-
€HTOB B OPTaHU3M peOEHKA) U 8mopuyHoll (BCIEICTBUE
TSDKEJIBIX 3a00JIeBaHUI, TPaBM, OXKOTOB, MPUBOISIINX
K HapyIIeHUIO MeTabo3Ma HYyTPUEHTOB).

CUHIPOM HEIOCTATOYHOCTU TIMUTAHUS pa3BUBa-
eTcss npu AeduUIMTe HE3aMEHUMBbIX MUTATEIbHBIX
BelecTB (OETKOB, XWUPOB, YIJIEBOIOB, BUTAMUHOB,
MakKkpo- 1 MUKpO3JIeMeHTOB). Yarliie Bcero HaboaaeTcs
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OeKoBasi WIKM OEJIKOBO-3dHEpPreTudecKass HeIOoCTaTOd-
HOCTb TIUTAHMUSI.

PacnpocTtpaHeHHOCThL O€JIKOBO-3HEPreTUUECKOi
HEIOCTaTOYHOCTHU, MO NaHHBIM OMUIIMAIbHOI CTaTh-
CTMKU, B pa3HbIX CTpaHaX pasjMyHas: BOCEMb M3 AECs-
TU JeTeil B pa3BUTHIX CTpaHaX CTAHOBSATCS >KepTBa-
MU HEIOJHOLIEHHOTO WJIM HEJOCTATOYHOIO IMUTaHUs,
YTO TMPUBOOUT K CEPbE3HBIM, TSKEIBIM ITOCICACTBU-
SIM IUISE UX TICUXWYECKOTO M (DPU3MYECKOTO 3I0POBBSI.
[TepBocTerieHHOE 3HAUYEHNE B pa3BUTUN OEIIKOBO-3HEP-
TETUICCKOM HETOCTATOYHOCTU MMEIOT COLIMAIbHO-23KO0-
HOMMYECKMEe (aKTOpBI, OOYCIOBIMBAIOIINE OTpPaHU-
YeHHEe B KOJMUYECTBE M KauyeCTBE MUILEBOTO pallloHa
pebenka (cm. Taou. 1.1).

K coxaneHuto, HeIHEIIHNE COLIMAIbHO-3KOHOMUYE-
cKkMe ycaoBusl Poccuu He MCKITIOUAIOT HATMYUS TaHHOM
KaTeropuu OOJbHbBIX neTeil. BbicoKMe LIeHbl Ha MPOaYK-
Thl, CKyIHasi U OIHOOOpa3Hasl nueTa, a B psiae ciayvyacn
TOJIOJAHWE TIOBBIIMIAIOT PUCK Pa3BUTHSI TTMTATEIBLHOMN
HEIOCTaTOYHOCTH Y peOeHKa.

[To mprurHe BOSHUKHOBEHUS OCIIKOBO-3HEPreTHIC-
CKOI HEIOCTaTOYHOCTH HEJIOCTAaTOYHOCTh ObIBAET Mep-
BUYHON (aJIMMeHTapHasl HEIOCTATOUHOCTh WJIN TIOJTHOE
MpeKpalieHue IOCTYIUICHUSI MUTATEIbHBIX BEIICCTB
U MUKPOHYTPUEHTOB B OpPTraHMU3M peOeHKa) U BTO-
pUYHOIN (BCICACTBUE TSKEIbIX 3a00JeBaHMIl, TpaBM,
0XOTroB, TNPUBOISIIMX K HapyIIEHUIO MeTaboau3Ma
HYTPUEHTOB).

BTopuunbie QopmMbl 0eIKOBO-3HEPreTUUYECKOM
HEIOCTaTOYHOCTU YacTO HaOJII0JAl0TCS y MallMEHTOB,
CTpafalommnX ITOAOCTPBIMUA WM XPOHWYCCKUMU 3a00-
JIEeBAaHUSMHU, HAXOISIINXCST HA CTAIIMOHAPHOM JICUCHUH.
B KaxxmoM 13 TUIIOB HapyIICHUST OCIKOBO-3HEPreTHIC-
CKOM HEIOCTAaTOYHOCTH BBIACISIOT TPU CTETICHU: JIeT-
KYI0, CPEIHIOIO U BHIPAXKEHHYIO.



2. Bupbl 6enkoBo-
JHEepreTM4ecKou
HeJ0CTaTO4YHOCTH Y IETEH:
KBaLLMOPKOP U Mapa3m

KanopuiiHo-6enkoBoe HenoenaHue XapaKTepU3y-
eTcsl NBYMsI TEPMUHOJOTMYECKUMU OIpPeneICHUSIMU:
KBaLIMOPKOP (ITPpU OCTPOM TOJIONaHUM) U Mapa3M (Mpu
XpPOHUYECKOM TojogaHuu). KBammopkop XapakTepu-
3yeTcst neduimToM OENKOB TpU aaeKBaTHOM 3ariace
XKWPOB, MpU Mapa3Me OTMedaeTcsd NeUIMT Kak Oe-
KOB, TaK 1 XHUPOB.

BrepBble TepMUH <«KBAIIMOPKOP» MPEIIOXUI
B 1935 r. Cecunuii Bunbsimc, OH ke BIIEPBbIE UYETKO
OpencTaBU KIMHUUYECKYIO KapTHUHY 3a00JIieBaHMS.
B nepeBone ¢ ranckoro g3bika miaemMeHun Roa kwaschi
O3HayaeT MepBhIii, orkor — BTOpoOil. MecTHoe Hace-
JIEHUEe CYUTajI0, YTO BTOPOU peOEHOK Yy MaTepu you-
BaeT IepBOro, TaK KakK C BO3HMKHOBEHHWEM HOBOI
0epeMEeHHOCTH MEePBOro pedbeHKa OTHUMAJIU OT TPpyau
MaTepu U TEepeBOAMJIM Ha MNUTaHUE, OObIYHOE IS
HaceJieHUs1 AQPUKU U HETOCTAaTOYHOE 0 OEJIKOBOMY
COCTaBy.

CrnenyeT OTMETUTh, YTO B KIMHWYECKOW KapTUHE
KBAIIMOPKOpA IPUCYTCTBYIOT TPU TPYIIIBI CHUMIITO-
MOB: TIOCTOSTHHBIC, OOBIUHBIC U ciaydyaiiHble. K uuciy
MOCTOSIHHBIX CHMIITOMOB OTHOCSIT OTEKM, OTCTaBaHME
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B pocTe, aTpo(HI0 MBIIII C COXpaHCHUEM ITOJKOX-
HO-XXHPOBOI'O CJI0sI, OTCTaBaHUE B HEPBHO-IICUXUYE-
cKoM pa3BuTum (Tetpana Ixenudapa). OTeku BHavaje
MOSIBJSIIOTCS Ha ThUIbHOI CTOPOHE CTOII, 3aTeM pac-
MPOCTPaHSIOTCS Ha ToJieHU, Oedapa, SroAMLbl, UHO-
rma OHM BCTpeyaloTCs Ha BeKax WM HMXXHEH IOJIOBU-
He auua. OnucaHbl TsoKeable OPMbI KBalIMOPKOpPA,
KOTIJla OTeKM pacIpOCTPAHSIOTCS Ha ThIJIbHBIE TTOBEPX-
HOCTHW KHUCTEl, MHOTIA Ha objiacTh rpyau. OTcraBaHue
B POCTE M Macce Tejla CTAHOBSTCS 3aMETHBIMU B paH-
HEM TIepUOoIe JICICHHUS, KOTIa HAaUMHAIOT YMEHBIIAThCS
OTeKH, ITOCKOJBbKY MX HaJU4YMe OOBIYHO MACKUPYET
yYKa3aHHbIE CUMIITOMBI.

Hnsa KBalIMopKopa XapakTepHO HapylleHUE TePMO-
Peryyisiliui, OTMEUYEHO, YTO OOBIYHO IETH JieXKaT B TOJI0-
JKeHUM, XapaKTepHOM ISl ITJIola, YTO CIOCOOCTBYET
YMEHbIIEHWIO TeriooTaaun (tadma. 2.1).

Cpean OObIYHBIX CUMIITOMOB Y4Y€HBIE OTMETHUJIU
CHIDKEHWE MHTEHCUBHOCTY IMUTMEHTAIINN KOXM, BHa-
yajie B JJOKTEeBBIX M MTaXOBbIX CKJIaAKaX, 3aTeM Ha JIUIIEe
u TynoBuie. Hapsay ¢ menmmurMeHTanneil KOy IosiB-
JITFOTCS YYACTKU THUIIEPIIMTMEHTAIUM C HEPOBHBIMU
KOHTYpaMHU, TIPEUMYILIECTBEHHO Ha JIOKTSIX U HapyX-
HBIX ITOBEpXHOCTX Oenmep. [1pu TsoKemo mpoTekarmem
KBaIIMOPKOPE MOXET HAaOMI0AaThCsl OTCIOMKA AIUIep-
muca. Cnusucrtas 000JioUKa MCTOHYEHA, 4acTO M3b-
sI3BJIEHA, B YIJIaX pPTa U aHAJbHOI'O OTBEPCTUSI MOXHO
Habmonath TpeliuHbl. Cpeay CAy4aidHbIX CHMITOMOB
OTMEYaloT TenaTro- U CIUIEHOMErajuio, TMIOTePpMUI0
(t <35,6 °C), TUIIOTIMKEMMUIO, OCTPYIO CEPAEYHYIO
HemocTaTtouyHOoCTh. [Ipu Tskenbix popmMax BO3MOXHO
IMIOTEMHEHUE OTAEJBHBIX YJYaCTKOB KOXM, TIpUOOpe-
TAIOIMX WHTCHCUBHO-YEPHBIN IIBET, B NaJTbHEHIIEM
OTCJIAaUBAETCS BEPXHUM CIIOM KOXHW, Ha SATOAMLAX,
3aJHEl TOBEPXHOCTU pPYK 0OpasyloTcsd MOKHYIIHNE
Oone3HeHHBIC 3po3uu. [laToreHes OeIKOBO-3HepTe-
TUYECKON HEAOCTaTOUHOCTH MpPU KBAIIMOPKOPE CBSI-
3aH CO CHIDKEHHMEM MOCTYIUICHUsI OejiKa B OpraHu3M,
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3aTeM C DIYOOKMMM HapyIIEHUSMHU pPaOOThI CUCTEM
opraHusMa, a MMEHHO: CHMXXEHHUEM BbIpaOOTKU ampe-
HOKOPTUKOTPONMHOIO TOPMOHA, MHAKTUBALIME aHTU-
IUYPEeTUYECKOro TOpMOHA, YTO MPUBOAUT K OTEKaM.
Huctpodus CAU3UCTON O0OJOUYKM KUILIEYHUKA IMpHU-
BOIMT K CHUXKEHMIO BCacblBaHUs OejiKa, TMITIONpOTe-
WHEMMHU, TaKXKe HapyllaeTcs BCachlBaHHE TIJIIOKO3BI,
CJIEJICTBUEM 4YEro SBJISIIOTCS Auapess U OOMOpPOYHbBIE
cocrostHus. HemocTaTouHast ak THBHOCTD JAucaxapuaas
KWIIEYHOU CTEHKM IIPUBOINT K CHIKEHUIO (DepMeHTa-
TUBHOM AKTMBHOCTH KEIyIOYHO-KUIIEYHOTO TPaKTa,
HapymaeTcsl OCJTOKCUHTEe3Upylomas (YHKUMUS Tede-
HU, BCJCACTBUE YETO TMOSBISIOTCS TUTTONPOTEUHEMUSI,
HapyllIeHUEe YCBOCHMS XXHpa U yBEJIUUYCHHE IICUCHHU.
HaGnionaemasa y gerteii auapest CIocOOCTBYET YCHU-
JICHHOMY BbIBeJeHHUIO ¢ heKaausiMi aHMOHOB MOJIOY-
HOI KMCJIOTbI, YTO NMPMBOAUT K Pa3BUTHUIO allMa03a.
Habnomaemblit cuHaApoM ManbabCcopOLUMM BO3HUKA-
€T BCJIEICTBME CHWXXEHUS aMcaxapuua3HOW aKTUB-
HOCTU CJIM3UCTON OO0OJIOYKM KHUIIIEYHUKA, HeIoCTa-
TOYHOE ITOCTYIIJIEHUE TJIOKO3bl C THUIIEeH BCIEACTBHUE
AHOPEKCUN SIBJISACTCS MPUINHON TUIIOTINKEMUH, UTO
B HaJbHEHIIIEM HapyllaeT OMOXMMUUYECKUE MPOIIECCHI
C ydyacTheM IIIOKO3bl. [Ipm 3TOM Takke HapymraeTcs
(GYHKLIMS LEHTpaJbHOW HEPBHONM CUCTEMBI, CHMXa-
eTcsl BhIpabOTKa aIpeHOKOPTUKOTPOITHOTO U TUPEO-
TPOMMHOTO TOPMOHOB, UYTO KJIMHUYECKU MPOSBISIETCS
aHopeKcueil, BSJIOCTbIO, aguHaMuel. AHEMUYECKUA
CUHIPOM, C OOHOI CTOPOHBI, KaK MoJjaraloT UCCIeI0-
BaTes, CBSI3aH C NeULIMTOM OesKa, C APYroil — mpu-
JaeTcst ocodboe 3HaueHUue neuuuTy GoarueBoi K1cio-
THl B pe3yJbTaTe aHOPEKCUU M MajbabcopOoumu. DTo
MIPUBOINT K Ie(ULIUTY KaK OCHOBHBIX MHTPEINCHTOB,
HEOOXOIMMBIX IIJIST TOCTPOEHUSI MOJIEKYJIbI TEMOTIIO0M -
Ha, TaK 1 (paKTOpOB, 0OECIICUNBAIOIINX HOPMOOJIACTU -
YeCKUI TUT KPOBETBOPCHUSI.
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16 o 2. BU[bl BENKOBO-3HEPTETUYECKOW HEAOCTATOYHOCTI Y JETENA. .

B n0poTuBOMONOXHOCTL KBalllMOPKOPY Mapazm
(kaxekcus, upezmeproe ucxyoarue) TIPOSIBISICTCS y NeTel
pa3HOTo BO3pacTa, B OCHOBE — aJMMEHTapHOE rojoja-
HUE, TIPU 9TOM HaOmonaeTcst Ae(UIIUT BCEX UHTPEIUCH -
TOB. Bce matoreHeTnuecKre MEXaHU3MbI, HAOJIOJTaeMbIE
TIpU KBAITMOPKOPE, XapaKTepHbI s Mapa3ma. Cienyet
OTMETUTh, YTO MPU CBOEBPEMEHHO HAYaTOM JIEUYEHUU
MPOTrHO3 B 00OMX cllyyasx OJIarONpUsITHBIA, Ha paH-
HUX CTaausX BO3MOXHO OOpaTUMOE BOCCTAHOBJIEHUE
¢yukumii opraHoB u cucrteM. OmHAKO IS TIOJIHOTO
MPEAOTBpaIEeHUS U TPODUIAKTUKY pa3BUTUS OOJIe3He
0OEIKOBO-3HEPTEeTUUCCKOM HETOCTATOYHOCTH HEOOXOIM -
MBI KOMIUIEKC WIMPOKUX COLMAJIBbHO-3KOHOMUYECKNX
MEpOIPUSITUI, MOBBILIEHUE KYJIbTYPHO-00pa30BaTEsb-
HOTO YPOBHSI, YJAY4YIIEHUE MEIUIMHCKOTO OOCITYyXU-
BaHUSI HAaCEJIEHUs] W ILIMPOKasl TMporaraHna KyJbTypbl
PaLMOHATBHOTO TTUTAHUSI.

Y manumeHToB, cTpajarouIvuX MOJOCTPBIMUA WIM XPO-
HUYECKUMU 3200JIeBaHUSIMU, HAXOASIIMXCS Ha CTallMO-
HapHOM JIEYEHUM, 4YacTO HaOJIOHAIOTCS @moputHbie
@opmbl GEIIKOBO-9HEPTETUIECKOM HEMOCTATOYHOCTH.

B kaxmoM M3 TUTIOB HapylIeHUsT OeJIKOBO-IHEpre-
TUYECKON HENOCTAaTOYHOCTH BBINESIOT TPU CTEIEHMU:
JIETKYIO, CPETHIOIO 1 BBIPAXKEHHYIO.

Kpaiinue cTterneHu HeMOCTaTOUHOCTU MMUTAHUS yCTa-
HaBJIUBAIOT CPaBHUTENbHO JIETKO, TOTAA KaK TPYIHO-
CTU, COIPSIKEHHBIE C IMarHOCTUKOMN CPEAHUX CTENECHEN,
HEPEIKO CTAHOBATCS MPUYMHON OLIMOOUYHBIX ACUCTBUN
Bpaueii.

benkoBo-3HepreTryeckass HEJOCTATOYHOCTh TaKXKe
SIBJISIETCST BEAYLIUM (PAaKTOPOM pUCKa HE TOJbKO MeTa-
0OMYECKUX PACCTPOWCTB, HO U CHWXEHUS pe3u-
CTEHTHOCTM OpraHM3Ma K WH(EKIIMSIM, OCIOXHEHUI
U YXyIOIIEHUN UCXOI0B MOCIEONEePALIMOHHOTO NEpUoaa,
3aTSKHOTO TeueHMsT 3a0oyieBaHUii, Oojiee IIUTEThHO-
ro 3aXXUBJIEHUSI paH M HAXOXIECHUsI O0JIbHOTO pedeH-
Ka B KJIMHUKe. IMEHHO TO3TOMY paHHEe BBISIBJICHUE
U TMpenoTBpallleHue Pa3BUTUSI OETKOBO-IHEpreTuye-
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CKOI HEOOCTAaTOYHOCTU y JTAHHOU KaTreropuu OOJIbHBIX
UMeeT MepBooYepeHOe 3HaUYeHUE.

Jnst ocyliecTBIeHUs TIPUHLMIA MHAMBUIyaId3a-
UM TUTAaHUS HEOTbEMJIEMOI YacThblO 0OOCIeIOBaHUSI
JII000Oro pedeHKa SIBJASAETCS OLEHKA COCTOSHUS NMUTAHMSA.
JIOCTOBEpHO OLEHUTb COCTOSIHME MUTaHUSI OOJBHOTO
MOXHO Ha OCHOBAaHMU KOMIIJIEKCHOIO OOCJIeIOBaHMS.
B Hero BkJO4YalOT aHTpoIOMeTpMYecKue U Jabopa-
TOPHBIE WCCJIEOOBAHUS, YYWUTBHIBAIOT aHAMHE3 >XWU3HU
u 3a00JieBaHUSI.
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