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BCTYNJIEHUE

[luranue pebGeHKa C TIEPBBIX AHEW >KU3HU SIBJISIETCS
rapaHTOM MPaBUILHOTO Pa3BUTHSI OPTAHOB U CHCTEM, TTOBEI-
IIEHUS YCTOMYMBOCTY OpTaHM3Ma K He0IaronpusITHEIM (ak-
TOpaM BHellIHel cpenpl. [Tpu 3a6oseBaHrM (haKTOp MUTAHUS
CTAaHOBUTCSI OY€Hb BaXKHBIM B OOIIEM KOMILIEKCE TepaItiun
pebeHka. UMeHHO B ITOIOOHBIX CUTYaLIUSIX TIepe] JIedalium
BpauyoM HanboJjiee OCTPO BO3ZHUKAET MpobjieMa o0ecreyeHUs
pebeHKa BCeMU HEOOXOMMMbIMM MUTATEIbHBIMU BEILIECTBA-
MM C YUETOM TPOMCXOMSIINX B OpraHru3Me MOphopyHKITNO-
HaJIbHBIX ¥ METa0O0IMYECKUX HAPYLIECHUI 1 HEBO3MOXHOCTH
KOPMJICHUSI €CTeCTBEHHBIM ITyTEM.

HeBo3MOXKHOCTD TIpOBEIEHMUS ITOJTHOLICHHOTO ITUTAHUS
y pebeHKa — 3TO HerpocTas 3ajada, CTosIas rmepei Meau-
LIMHCKUM TePCOHAJIOM U poauTensMu. JlaHHas mpobiiema
YCyTyOJIsIeTCsl TeM, UTO B cIydae 0OJIe3HM JETH 3HAYUTEIbHO
ObICTpee, YeM B3pOCIIble, CTPamaloT IPU HETOCTATOUHOM
MOCTYIUIEHUW HYTpUeHTOB. I1py HEBO3MOXKHOCTH ITPOBEIE-
HMSI IUTAHUSI €CTECTBEHHBIM ITyTEM Ha ITOMOIIb ITPUXOIUT
SHMeEPaIbHOe numanue.

B nmaHHOM MpakTUYeCKOM PYKOBOICTBE aBTOp CTapasics
repeaarh CBOM JIMYHBIIA OIBIT BeIeHUsI MALMeHTOB C Mpooie-
MaMU KOPMJICHMS], 8 TAKXKE U3JI0XKUTb COBPEMEHHbIE MOAXO/IbI
K paclo3HaBaHMIO CTATyca MUTAHMS, HaA3HAYCHUST 1 UCIIOJIb-
30BaHUS SHTEPATHHOTO MTUTAHUS B IETCKOMU TTPAKTHKE.

Llesb pyKOBOACTBA — OOJIETYUTH PabOTY CIIEeLMATNCTOB
MMpY Ha3HAYEHWMW W TIPOBEICHWM SHTEPATBHOTO TTHTAHMSI.
ABTOp OUeHb HaleeTcs, YTO MaHHasi KHWTa CTaHEeT MpakK-
TUYECKHUM TOMOIIHUKOM M PYKOBOICTBOM B Ha3HAYeHUU
U peaju3ally SHTEPAJbHOIO IUTAHUS TSIKEI0O0O0JbHBIM
JIETSIM, JIMILIEHHBIM I10 Pa3JIMYHBIM MPUYMHAM BO3MOXHO-
CTU IIpYeMa MUTAHKS €CTECTBEHHBIM ITyTEM.



JHTEPAJIbHOE MUTAHUE

OnTuMajibHOE NMUTaHUE AETeH ¢ MEePBbIX AHEH XU3HU
SIBJISICTCST OTIPENEJICHHBIM TapaHTOM IOJDKHOTO Pa3BUTHUS
OpraHOB U CUCTEM, MOBBIIIEHUS YCTOMUMBOCTU OpraHM3Ma
pebeHKa K HeOJaronpusaTHbIM (pakTopam BHEIIHEH cpeibl.
[MpuHIUIIMaTbHOE 3HAYCHME (PAKTOp MUTAHUS TIPpUOOpeTa-
eT TIpU HaJIMUYUU y IeTell TsoKenoro 3adosieBaHust. UMeHHO
B IMOTOOHBIX CilydyasiX Mepes JeyalluM BpayoM Haubo-
Jiee OCTPO BO3HMKAET MpodiieMa MOJKHOTO OOECTIeYeHUS
pebeHKa BceMU HeOOXOAMMbIMU MMUTATEIbHBIMU BEIlIECTBA-
MM C YYETOM MPOUCXOISIIMX B OpraHu3Me MOphohyHKIIM-
OHAJIBHBIX ¥ META0OJIMIECKIX HapYIIICHUA.
JlaHHast mpobJiemMa ycyryosisieTcst TeM, 4TO BO BpeMsl 00s1e3-
HU JI€TUM 3HAYMTEJIbHO CUJIbHEE, YeM B3pOCsble, CTPagaroT
ITPY HEIOCTATOUHOM ITUTAHKMM, YTO 00YCIOBICHO HEKOTOPBIMU
aHATOMO-(PU3UOJIOTMYECKUMU OCOOEHHOCTSIMU X OpraHu3Ma:
e HeOoJIbIIasI Macca (MEHbILIME 3aIachl MUTATEIbHbBIX
BEIIIECTB);

¢ OBICTPBIC TEMITBI POCTA, IIPUBOASIINE K OBBIIIICHHON
MOTPEOHOCTU B SHEPI MU U MUTATEIbHBIX BELIECTBAX;

e CTPYKTYPHO-(PYHKIIMOHAJIbHAS HE3PEIOCTh Pa3aImd-
HBIX OPTaHOB U CUCTEM, OCOOCHHO Y HETOHOIIIEHHBIX
U IeTell paHHEro BO3pacTa;

e MECHSIIOIIASICS TIOTPEOHOCTh B HYTPUEHTAX B pa3HbIC
BO3PaCTHbIC EPUOIBI.

B xiimHMYecKoil neauaTpum HepeaKo BOZHUKAIOT CUTYya-
LIMU, KOTma pebeHKa CIIOKHO MW MPAKTUIECKI HEBO3MOXK-
HO HAKOPMUTb €CTECTBEHHBIM MyTeM. B 3T0ii ¢BsI3N 0co0yI0
aKTyaJIbHOCTb IpHoOpeTaeT He0OXOAUMOCTb CBOEBPEMEH-
HOTO Ha3HAUYCHMS M ONTHUMAJBHON peaanu3alliyd ameKBaT-
HOI HYTPUTUBHOM IOIIEPXKKU, B YACTHOCTU SHTEPATIbHOTO
MMUTaHUsI, 0 KOTOPOM UIET peub B JTaHHOM PYKOBOJICTBE.



[nasa 1

[IpUYMHbI M JHArHOCTHKA
HE0CTaTOHOCTH NUTAHMUS
V feTei

B mepBBIe mHM KU3HU Y MHOTMX MAJIBIIICH OTMEYaeT-
¢l «(husnosornyeckasi» TMoTepss Macchl Teja (MpUMepHO
Ha 5—8%), KoTopasi ObLICTPO KOMIICHCUPYETCS U YBEIUYM-
BacTCsI MPU MX aIeKBATHOM IMMTAaHWU. 3a TIEPBBIA MeCSIT
KW3HW MaJIBIIIN, KaK MMPaBUJIO, TIPHOABISTIOT B Macce Tella
Ha 600—700 r, a UIMHA UX Tejla YBSJIMYMBACTCS B CPEIHEM
Ha 3 cM.

HanGonee dYacTBIMM TIpHMYMHAMU HEITOCTATOUYHOCTH
MUTAHUSL Y OETeil SBISIOTCS HEIOCTAaTOYHOE ITOCTYILICHUE
B OpPraHM3M HEOOXOIMMBIX MUTATEIBHBIX BEIIECTB (TIEp-
BUYHAsI aJMMEHTapHas HEIOCTAaTOYHOCTH), HapyIIeHHOE
NnuileBapeHre (BTOPUYHO OOYCJIOBJICHHAs aJuMMEHTapHasl
HEJIOCTATOYHOCTh), HapyllleHUue IPOLIECCOB YCBOSIEMOCTU
HYTPHMEHTOB, a TaKKe Pe3KO BO3pacTalolIre MOTPeOHOCTH
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B HYTPUEHTaX IPW OJHOBPEMEHHO pa3BHBAaONICcs ped-
PaKTepHOCTH K HUM TKaHel M KJIETOK OpraHu3Ma (CUHIPOM
rurnepMeTadonn3Ma-runepkaradoansma). OT0 COCTOSIHUE
MMPUBOAUT K CHWXCHHUIO ¥ HUX 3aIIMTHBIX CBOMCTB Opra-
HU3Ma, TOSBJICHUIO OIACHBIX IS KM3HU OCJIOXHEHUIA,
YBEJIMUYEHUIO CPOKOB JICYCHUSI U MOCIeAyIolIeil peabuim-
TallM TTAIIMEHTOB IIOCJIE XMPYPIUIECKOTO BMEIIATEIbCTBA
U TSDKEJIBIX TPaBM.

HaubGonee uyacto HabGaomaeMble TPUYMHBI Pa3BUTUS
TpopUIeCcKOl HEOOCTATOUHOCTH Yy IETeil TpeICcTaBICHBI
B Ta0m. 1.1.

Taomuna 1.1. OcHOBHBIE MPUYMHBI Pa3BUTUS HETOCTATOYHOCTH
MMUTaHUS

MpUynHbI Knunuyeckue cocTosnus
HapyweHue « YTparta co3HaHus.
npuema nuLm » HapylweHne akTa rnotaHus.

» HeykpoTumas pBoTa.
« AHopekcus

Hapywwenne » MDepMeHTHas Heg0CTaTOYHOCTb.
nuLeBapeHns « MaHkpeatnT.

« [acTpakTOMMs.

« Pe3exuunst TOHKOM KNLLKMA.

« bunuapHas HefOCTaTOYHOCTb

Hapyuwenns * JHTEpUT.

BCaCblBaHNA » CMHAPOM KOPOTKOM KMLLKM.
» bonesHb KpoHa.

o QUCTYNbI KNLLIEYHMKA

HapyweHns » BpoXaeHHble HapyLLUeHUs MeTabonu3ma.
meTabonmama « [Mnepkarabonu4yeckne cocTosiHUs (Cencuc,
0XXOrW, TPaBMbl, UH(DEKLIK, XUPYPruyecKne
BMeLLATeNbCTBa U Ap.)
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11. ANATHOCTUKA
HE[JOCTATO4YHOCTW NUTAHWA

YCTaHOBJIEHO, YTO TTOJIOBUHA OOJIBHBIX ACTE C XUPYyp-
TMYECKOM MATOJIOTUEM, HAXOAALIMXCSA B CTALlMOHAPE, UMEET
BBICOKUI PUCK Pa3BUTHS Y HUX OETKOBO-2HEPTETUIECKOM
HEJIOCTATOYHOCTH, KOTOpas MOXET IIPOSIBISITbCSI B BUIE
OCTpOTO (KBAIIMOPKOP) MU XPOHNIECKOTO (Mapa3m) ToJIo-
nanusa. HanbGonee yacto HaGmogaeTcs: cmelaHHast hopma
0EJIKOBO-9HEPTEeTUIECKOM HEMOCTAaTOYHOCTHU B BUIE Mapas-
MaTUYECKOTO KBaIlIMOPKOpa.

C 1enbl0 CBOEBPEMEHHOW JMAarHOCTUKW HapyIIeHWI
MMUTaHUsI, IPOrHO3a TeYeHMS 3a00JIeBaHUs U OIpeAe/ICHUS
TaKTUKW JIeYeHUs] OOJIbHBIX HeoOXomuma JMHaMudecKas
olleHKa craryca nuTaHus. OCHOBHbIE KPUTEPUU IUATHO-
CTWMKU HapyIIeHU MUTaHUS eTel M3I0XKeHbI B Ta0 . 1.2.

Ta6mmna 1.2. OCHOBHbIE KPUTEPUU AUATHOCTUKU

Knuuuyeckue « OueHka pramnyeckoro cratyca (COOTBETCTBUE
Kputepum BO3pACTHbIM CTaHAapTaM Beca, pocTa).
 OueHKa COMAaTM4eCKOro COCTOAHNSA (peakums
Ha OKpyXXatoLLee, 3a6051eBaeMOCTb).
« OLeHKa KOXXHbIX NOKPOBOB (61€4HOCTb, CYXOCTb,
Hanmyne BbICbINAHWIA 1 Ap.).
» OueHKa COCTOSHWUS CNU3UCTbIX 060M04EK.
« OueHKa Typropa TKaHeii (NOHVKEHHbII)

ComatomeTpu- « EXXeHeBHbIN KOHTPOMb Macco-POCTOBbIX NOKa3aTenei.
yeckue Kputepun |« Kanunepometpust

JlabopatopHble o KNHNYECKMN N GUOXUMUYECKUI aHANU3 KPOBU.
ncenefoBanHns o KnuHWYecKnii aHanna mouu.

» AHann3 Kana Ha Konporpammy
Mopdo- * YNbTpa3ByKoBOE MUCCNEA0BaHNE OPIOLWIHON
(PYHKUMOHANbHbIE nonocTy.

Kputepum » GubporacTpoLyoeHOCKONUs
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ba3ucHylo o1IeHKY cTaTyca MUTaHUS JeTel caenyeT mpo-
BOJIUTDH HE To3aHee 48 4 ¢ MOMEHTA MOCTYTUIEHUST OOJIbHBIX
B CTallMOHAp, VISl YeTrO HEOOXOAUMO MCIOJIb30BaTh MIPEXKIe
BCETr0 aHAMHECTUYECKMEe CBEACHUS O XapaKTepe U pexkKnMe
nutaHusg. Cobupast UILIEeBON aHaMHe3 00JIbHBIX, HE00XO-
IMMO oOpalaTh BHUMaHUE Ha KOJMYECTBEHHOE TTOTpedie-
HYE TIAIIY 1 €€ KaUYeCTBEHHBIN COCTaB, MU3MEHCHME aIlIeTH -
Ta ¥ BKYCOBBIX OILYIIEHUI, a TAKXKE PEXKUM MUTAHUS.

ComaromeTpuyecKne IokKa3zaTeau (IIpU BO3MOXHOCTH
UX TIPOBEIECHUS) OCTAIOTCS TOCTATOYHO WH(MOPMATHUBHBI-
MM, Haubosiee MOCTYIMHBIMM, HEMHBAa3WBHBIMU 1 HEIOPO-
TUMH, TIO3BOJISIIOT OMNpPENeIUTh MapaMeTphbl pa3MepoB Tella
pebeHKa M CPaBHUTH WX CO CPEeTHEBO3PACTHBIMU HOpMa-
mu. K coMaToMeTpuyecKrM MEeTOAMKaM OTHOCSTCS: JJIMHA
M Macca Teja, OKPYXXKHOCTU TOJIOBBI, TPyIU, XKMBOTA, IIIEH,
CpenHel TpeTH Tuieda M TOJIIMHA KOXHO-KMPOBBIX CKJIa-
IIOK B CTAaHIAPTHBIX TOYKaxX. Y JAeTedl paHHEro Bo3pacTa
OosbllIOe 3HAUCHUE MPUOACTCS IT0KAa3aTesIsIM OKPY>KHO-
CTH TOJIOBBI, OTMEYAIOTCSI TakKKe UYMCIIO 3yOOB, pa3Mephl
DPOOHUYKOB.

Maccy Tea pedeHKa OLIeHUBAIOT B CPAaBHMBAHUU C BECO-
BBIM JTMATIa30HOM I10 BO3PACTHBIM KaTErOpUsM U HaOJIIo-
al0T 3a ee NMHAMUKOI; OTMEYaloT TEeMIIbl YBEJWYEHUS
JIJIMHBI TeJla y 310poBbIX Aeteil. OueHUTh 3EHEeKTUBHOCTD
JIe4eOHOTO TIUTaHUS TTO3BOJIIET €XXKeIHEBHOE B3BEIITMBAHE
nereil. JlnmHa Tena ClIyXUT ONHUM U3 KpPUTEPUEB pa3BU-
TUSI peOeHKa, KOTOPBI MOXKHO OLIEHWBATh OTHOMOMEHTHO
(cpaBHUBAS €TO ¢ HOPMATUBHBIMHU TTOKA3aTeISIMU TS JaH-
HOTO BO3pacTa) WM 32 HEKOTOPbIN MPOMEXYTOK BPEMEHU
(oLIeHMBas IUHAMUKY POCTA).

HopMaTuBbl Macco-poCTOBBIX MOKa3aTeseil B COOTBET-
CTBMU C BO3PacTOM OITyOJMKOBaHbI B COOTBETCTBYIOIIUX
PYKOBOJICTBaX.



