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Beenenne

PacnipoctpanenHOCTS 3a60eBaHMit KHIIEYHNKA Y ATl Ype3BLIYAitHO BEMKA, PHUIEM
0Ta MX NMpojio/kaeT HapacTath. CTPYKTYpa XpOHHYECKHX 3a60/1€BaHUI KHUIIEUHHKA
104aeT Kak (YHKIMOHATBHEIE, TaK H BOCIAIHTE/IbHBIE U IECTPYKTHBHBIE MPOIIECCHI, KPOME
0ro, BECbMa CYIIECTBEHHOE MECTO, 0COOEHHOY JIeTel paHHEro BO3pacTa, 3aHUMaloT KaK

HACJICACTBCHHBIC, TaK H npqupe'reHHme 3aboeBaHus KHIICYHHUKA, MPOTCKAIOIIMNE C CHHIPOMOM
KHIIECIHOMH IIHI]ICB&pHTCJIbHOﬁ HEIOCTATOYHOCTH.

Cunnpom manbabeop6umm (CMA) — KIMEHYECKHI CHMITOMOKOMILTEKS, KOTOPBIH
BO3HHKACT BCICACTBHE HAPYIICHHSA MHILEBAPUTEIBHO-TPAHCIIOPTHON QYHKIMH TOHKOM KHIUKH,
YTO MPHBOJNT K METabONIHYECKUM paccTpoiicTBaM. OCHOBHBIMH KIHHHYECKUMH [POSIBJICHUAMH

CHHApPOMaA ABJIAIOTCA: qUapes, CTCATOpEsl, CHUKEHUE BECa, IIPU3HAKH MOJIUBUTAMHUHHOMN
HEAOCTATOYHOCTH.

HacnencTeenustit cunapom Mansa6eopGuun BcTpeyaercs B 10 % cimydaes. Kak npauio,
3TO JIETH C LEIHAKUEH, MyKOBHCIIUI030M, cunapomomM IlIBaxmana - JlaiiMoHAa,
JAMCAXapUIa3HON HE0CTATOYHOCTEIO, HEAOCTATOYHOCTEIO JIaKTa3bl,CYKpa3bl 1 H30MaJIbTA36I,
UMCTHHYPHEH (HaC/IeICTBEHHBIM 3a60/1eBaHNeM, XapaKTepU3YIOIIUMCS HapYIIEHHEM
TPaHCIOPTA psila aMUHOKHMCIIOT B SMUTENNATBHBIX KIETKaX KAIIEYHOTO TpakTa), 60JIe3HBI0

XaprHyna (Mansabeop6uueii TpunTodana B pesynsTate HapylIeHHs TPaHCIOPTHOM QyHKIIMU
KIIETOK CITM3HCTON 060I0UKH KHUIIEYHUKA).

O6mas uadopmanus

Kumednas nuiesapuTebHas HeOCTATOYHOCTb CBA3aHA C HAPYIIEHUEM OJHOTO H3 Tpex
TIPOLECCOB: MAILAUI€CTHH — HapYUICHHE IIePEeBAPUBAHNS IIMILEBIX BELIECTB B IIPOCBETE
KHIUKH (IIOJIOCTHAS MAJIbAMIECTHS) WK IIETOYHON KalMe CIIM3HCTOMH 060T0uKH (MemOpanHas
MaJIbUreCTH ), MalbabcopO LMK — HapyIICHHE BCACHIBAHHS YEPE3 KHIICIHYIO CTEHKY OJHOTO
W1 HECKOJIBKHX OCHOBHBIX IIMLIEBBIX KOMIIOHEHTOB BCJIEACTBUE BPOKIECHHOTO WIH
IIPHOGPETEHHOTO CHMXKEHHS WM TIOJIHOTO OTCYTCTBHS OIHOTO M3 HHX, MATbacCHMUIIALMY —
TEPMHH, 06be IUHAIONIHI MaTbaGCOPOLMIO H MAJILAUTECTHIO, YTO M ONPENENsET Ero
HCIOJIb30BaHUE B MEX/YHAPOJHOM TEPMHUHOJIOTHH UL XapaKTEPHCTHKH KaK HapyIIeHHit
NIPOLIECCOB PACIIETUIEHHA OCHOBHBIX KOMIIOHEHTOB ITHIIM, TaK ¥ BCACHIBAHMS KHMIIEYHBIX
NPOAYKTOB UX THAPOJIH3A.

Cpenu Bcex anMMeHTapHO3aBUCHMBIX GOJIE3HEH y IeTell CHHAPOM ManbabcopOuun
3aHHUMaeT 0c060e MECTo M3-3a PacPOCTPAHEHHOCTH, TOIMITHONIOTHIHOCTH 1 TSKECTH.



[ crenens TsokecTH. Y neTeit yMeHbIaeTcs Macca Tena (He Gosee yem Ha 10
, IMCIOTCS IPH3HAKK ACTEHOHEBPOTHYECKOTO CHHAPOMA, IMCTAPMOHUIHOCTH (PH3HYECKOro
a3BHTHUS, HMEIOTCS MPU3HAKU NONMBHTAMHHHON HEIOCTATOYHOCTH.

IT crenens Tsoxectn. V nereii Habmonarorcs neduuut Macest Tena (6omee 10

— 10 20 %), OTCTaBaHNe B GUIHUIECKOM PA3BHTHH, BHIPAKEHHEIE [PH3HAKH MOJTUBUTAMUHHOM
HEJIOCTATOYHOCTH M Ae(ULMTA HTCKTPOIUTOB (Kaims, KaJIBIIUS ), aHEMHSI.

III cremens Tsokectn. ¥ gereit otmeuarorcs nedumt Macest Tena (6onee 20
%), pe3koe OTCTAaBAHHE B (PH3HYECKOM PA3BUTHH, B HEKOTOPHIX CIYHasX — 3aJIepxKKa
TICHXOMOTOPHOT'O Pa3BUTHA, BEIPKCHHBIE IPH3HAKH NOTMBUTAMUHHONHEJOCTATOYHOCTH H
AeHIHTA NEKTPOINTOB (KM, KAIBIHS), AHEMHS.

CMA BBI3EIBAETCS MHOXKECTBOM MPHYHH, KOTOpEIE MOXHO pa3/IC]UTh HaTpH
OCHOBHBIE TPYIIITBL:

——  TpeSHTepaibHbIe (6ONe3HH KelyIKa, MEUSHH 1 JKETIHBIX MyTeH, MOJUKeTyI09HOM
xenessl (IDK), mykoBucumnos);

- SHTCpaJIbHbIE (HanpnMep, Axcaxapuaa3Hasl HEQOCTaTOYHOCTE, HEITHaKus,

repreTH)OPMHBII IEPMATHT, HAPYIICHHE BCACHIBAHMUS (bonmeBoH KUCIIOTHI U BATAMHHOB,
1aMOnuo3);

——  TIOCTIHTEpasbHEIe (HANPUMED, SKCCYAaTHBHAS SHTEPONATHS, HAPYICHHS
KpoBooGpameHus 1 TMM(OoGpaIIeH s B TOHKOMN KULIKe, nmuMporpaHyeMaros,
mamdocapkoma).

Kinnanyeckas kapTuaa
Bospacr ne6rora 3a6osieBanus 1 CBA3H MAHH(ECTALMH C TEMH HITH HEBIMH COBBITHAMHU B
’KH3HH ITALKEHTa, B [IEPBYIO OYEPE/Ib C H3MEHEHHEM IIUTaHKs Ha 1-M IOy JKU3HH, SBIAIOTCA
BAXHBIMH TH( pepeHIHanbHO-IHarHOCTHYECKUME KpHTEpHAMH. Bcrpedaercs uapes ¢
PA3IMIHBIMH  KOTIPOJIOTHYECKHMH HM3MEHEHHAMH.

Bunsr muapen:

L CexperopHast — moBIIEHHE CEKPELMH BOIBI H MEKTPOIHTOB B pocseT TK -
TIACCHBHAS CeKpewyst MpH MOBBILICHAH THIPOCTATHYECKOTO JaBICHHS B COCYaX TOHKOM KHIIKH
(n”M(l)OMa, AMHUIION[103 KUIUKH, 60e3Hp YHITIUIa, IPaBOXKETyJOYKOBAsA HEZIOCTATOYHOCTS) -
aKTHBHas Cexpenus NP aKTHBALMH CHCTEMBI afieHuIaTiukIa3a - TAM® (nH}pexnnoHHbIE
areHTEI, XXeTYHble KHCIIOTEI, ciiaburensusie, BUIL, rimokaroH, cepotronuH, CUBP).



axapoCoaepxrammux IPOIYKTOB Caxapasno — H30MankTasHas HEOCTATOYHOCTE

Pa3nH4YHBIX TPOAYKTOB Inmenas anneprus u TICEBOAILIEPIHS

| MaunecTalus nocie OTMeHb]
rpyAHOTO BCKAPMIINBAHHS
|

Hepammonansnoe NIHTaHUe, SHTEPONaTHYeCKUI
aKpoJepmarur

Hcxons u3 AHAMHE3a 110 BBEICHHIO IIPOTYKTOB MOKHO TIPEATIONONKUTD STHOJIOTHIO
JIAHHOI'O COCTOSTHHA.

DuzukanbHoe 06crex0Banme
MoxHo 00HapyXHTE:

* CYXOCTb U OJIEHOCTD KOXKU U CIIM3UCTBIX 060710Y€K;
* HCTOHYCHHE MOJIKOKHO-KUPOBOTO CIIOS,

¢ CHUAKCHHE MBIIIEYHOTO TOHYCa,

* 60/IE3HEHHOCTD NIPY NABIALHUY KUBOTA, Yalle C JIOKAIM3AIHUEH B OKOJIOMYTIOYHON
obnacru;

* NPHU3HAKH aHEMHH;
* NIPU3HAKYU PAXUTA,
* NPU3HAKH TIOJINTUITOBUTAMHHO3A,

* BO3MOKHBI M3MEHEHHA CO CTOPOHBI CEPAEYHO-COCYIUCTON CHCTEMBI (TaXHKap/IH,
CHCTONMYECKUI IIYM Ha BEpXYIIKe Cep/ilia, CHIKEHHE apTePHANIbHOTO JIaBIICHHS );

® BO3MOJKHBI THITONIPOTEHHEMHUYECKHE nepml)epmecxue OTCKH,

* BO3MOZKHA renaTocijieHoMerajins.

JlaGopaTopHast AMATHOCTHKA
Jla6opatopuas parHocTHKa 3aBHCHT OT TEX HO30JOTHii, KOTOPBIE 3aTI0J103PEHBI Ha
TPEABILY X YTanax JMarHOCTHKHA:

: OBITH
1. Knununueckuit ananus kposu: MakpOMMKPOLUTAPHAS AHEMAS; M(:{t:r(n "
Aetikountos, yeesmuenne COD (npu mmdowme, Gonesnn Kpona), A HM(bOI:,enaTuu)p
e
IKCCYNATUBHOM SHTEpONIaTHH), 203MHOGMINS (TPH ATIIEPrHYECKOM IHTEP

ro, yrjIeBOAHOrO,
2. broxnmuyeckuit anamis KPOBH: Hapy1LeHHs GEMKOBOTO, JKHPOBOXO, ¥

YIEKTPOIUTHOTO 06MeHa

HEMHsL
3. Koarysorpamma; rumonporpomGusiens, rHnioduGpiore



12 FHCTOJIOFH‘{CCKOC HCClIeqoBaHue CITH3HCTOH TOJICTOTO KHIIEYHHUKA

13. Pentrenonornueckoe HCCIIeI0BaHMe TON

CTOro KHLICYHKKa ¢ Gapuem(IuarnocTika
Gonesun Kpona, TyGepkysesa kumku, AUBEPTEKYIIE3a, OMyXO0JIeH, aHOMaTHii 1 MIOPOKOB
pa3BHTHSl)

14. KT, MPT, ruznpo
GpIOLLIHOI [10JIOCTH).

15

CHCTEMBI).

16

apTepHi

-MPT (mmarnoctuxa OIYXOJIeH, BOCTIATMTENBHBIX [IPOLECCOB B

. OPXIII" (nmarnocTHka natonoruu TIOJDKEITY TOYHOH JKeNe3bl M KeNTYeBbIBOAAIEH

. HAymiekcHoe ckaHupoBanue u AHTHOTPadus YPEBHOTO CTBONA H ME3CHTEPATEHEIX

Tpuununer repannu
OcHosHubIe npHHLMIEBI Tepanuu CMA cBosTes k:

1. Jleuenne ocHOBHOTO 3a60eBaHMs

2 . JleuebHOE MUTaHME

3. Viyumenue nMIIeBapeHHs i BCACHIBAHMS B TOHKOMN KHIIKE (3amecTHTENBHAS
(hepmMeHTHas Tepamnus M KOPPEKIHs BCACHIBATEBHOM (YHKIHH)

4. Jleyenue auapen 1 HOPMATH3AIHMSA MOTOPHOM ()yHKIIMH KHIIKH

5. Jleuenne CUBP u BocCTaHOB/IEHHE 3y6HO3a KHIIKH

6. Viydmenue COCTOSHHUSA CIM3HCTOH 060TOYKH TOHKOH KHIIKH (npuMeHeHHe
BSDKYIUHMX, aIcOpPOHPYIONHX, 0OBOIaKHUBAIOLIMX MPENApaToB)

7. Koppexius MeTaGoIHIeCKHX, STEKTPOIUTHEIX HAPYIIEHHUI, aHEMHH,
THIIOBUTAMHHO30B, 9HIOKPHHHBIX HapYILEHUH

I'maBHBIe croco6b! tederus 60mbEBIX ¢ CMA — 3T0 1MeTa H j1e4e6HOe IMTaHue,
OCHOBHEIMH NPUHIMIIAMH KOTOPBIX ABJIAIOTCS ONPEACICHHUE H JIMMHHALNA NPOLYKTOB,
BhI3bIBatOmMX CMA, ¢ MX afieKBaTHOM 3aMEHOH, a TAKKe HHIWBHYaJIbHBIH MIOIX0X K
COCTaBIIEHHIO 3THMHHALIMOHHOTO PALIHOHA.

Cocrasnenue menro st gereit ¢ CMA TpebyeT oT Bpaya BHICOKOH KBaTHHKALIH H
3HAHUH B Pa3IMYHBIX 06M1ACTAX TEOPETHIECKOH U MPAaKTHYECKOH MEHIIHHEL.

Heo6xomumo yunrsisats:

—

aJbHO
HacnencTeenusie wy npHoGpeTeHHbIe HapyIEHUS BCAChIBAHHA, TpedyromniHe MakKCHM
BrIcTpoit Koppexipy;



pHICOKYIO TYBCTBHTENBHOCTh KHINEUHMKA G01bHbX ACTeH K OCMOTHYECKOl Harpyske:
b

Bo3pacT peOeHKa;

anmeTHT PeOCHK, €ro MHIIEBbIE MPHBBIYKY ¥ npennourenus. lemy negemys:

ycTpaHeHHe CHMIITOMOB MaitbaGcop6immm;

HOPMAJIH3AIHMA MACCHI TeNa;

JIe4eHHe OCHOBHOI'O 3860HCBaHPISl, BBI3BABILIECTO CHHIpPOM Ma.nba6cop6unn

OcHOBHBIE IPHHIMIEL TIeYeHHs G0MbHEX ¢ CMA:
~ JICYCHHE OCHOBHOTO 3a60JICBaHMA — NPUYHHEI CHHAPOMA ManbabcopOunu

— KOPPEKIHUSA OTHUETHI 60JBHOTO C YYETOM 3THOJIOTHH U KIHHHYECKOH KapTHHBI

— KOPPEKUMs HapymeHui 6enkosoro o6mena;

— KOPPEKIHs BUTAMHUHHOMN HEJOCTATOYHOCTH,

— KOPPEKIUsA 3IEKTPOJIUTHBIX HAPYIIEHHH;

— KOpPEKIUHs MOTOPHBIX HapyIIEeHNH MNIIEBaPHTENLHOTO TPAKTA,
— JIEYCHHUE COIYTCTBYIOLIETO AUCOaKTEpHO3a;

~— NpOBENEHHE PErNApaTAlIMOHHOM TepaIuy.

Nucnancepuoe nabaronenue
3aBHCHT OT OCHOBHOTO 3aboneBanus, KoTopoe BeizBano CMA.



