Martonornyeckue rpoLeccol

obmeHa yrnesBogosB

HapyuweHue nepesapmuesaHma mn
BCacbiBaHMnA

* BpOXKAeHHas HegoCcTaToOuYHOCTb
nakrasbl

* HEeOCTATOUYHOCTb reKCoOKMHas3bl npuv
TSOKENbIX BOCNannTenbHbIX Nnpoueccax B
TOHKOM KULLIEUHUNKE

HapyweHne meratonmama :

* HaApyuweHunn cunHresa (H-p, npw
renarvrTax) 1 pacuensieHnsa mmukoreHa
(rNMMKOreHos3nt)

* Npy asnrTramMmmHo3ax - HegoCcTaro4yuHOCTMU
puubodchnasHOB, HMaAyuMHa, tnmammuHa,
NaHTOTEHOBOWM KNCNOTLI

HapyweHue perynsauum yrnesogHoro

- o6mMmeHa



[TaTonoruv yrneBogHOro oomeHa
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* luoKo030-rajakTo3Hasi MaJIbLaA0COPOLUA

* CBSI32aHO C HAPYILICHUEM CTPYKTYPhI T€HA, OTBEUAIOIIETO 3a CUHTE3
TPAHCIIOPTHOTO O€JiKa, KOTOPBIA TPAHCIIOPTUPYET IIIOKO3Y U FallaKTO3y
yepe3 CTCHKM TOHKOTO KHINEYHUKA. B pe3ysbrare mporucxXoquT HapyICHUE
BCACBIBAHUS TJIFOKO3bI U TAJIAKTO3bI B KUIIICYHUKE.

* MOCJIeACTBHS: HAPYIICHUE TKAHEBOTO AbIXAHUS IMTPUBOAUT K 3aMEIJIEHUIO
(hU3UYECKOTO U YMCTBEHHOI'O PAa3BUTHS, TOCKOIbKY SPUTPOIIUTHI HE
MEPEHOCST KUCIOPO, @ KOHIIEHTPAIIKs TJIFOKO3bI B KPOBU CHUXaeTcs. [lpu
TOM META0OJIMTHI TATAKTO3bl HAUMHAIOT HAKAIJIUBATHCS B IEUCHU, ITOYKAX,
CEpALE, TOJOBHOM MO3Ie, XPYCTAIMKE I71a3a, BbI3bIBAsA PAZJIUYHBIE
PacCTPOMCTBA 3TUX OPraHOB, HAPUMED, ITUPPO3 TICUCHHU.

* [Tamakto3Has MaabaOCOPOIS 3aTPYAHAET BCAChIBAHUE MU TATEIIHHBIX
BEIIIECTB B KUIIIEUHUKE: MOHOCAXAPUIbI PA3PAXKAIOT CIAU3UCTYIO 000JIOUKY
KMIIIEYHHUKA, YTO CIIOCOOCTBYET YBEINUCHHUIO KUAKOCTH B TOHKOM
KUIIIEYHUKE — TaK BOSHUKAET OCHOBHOM CHMIITOM IaJIaKTO3HOM
MaJIbaOCOpOILIMK — BOJIHAS UApes].



AdedhnunT ranakTokMHasbl:

ranakrosa — ranakro3o-1-cgocdar
Aedunuumt rnrokoso-1-choccharypunauntpaHcdepasbl
ranakto3o-1-tocdar — rnoko3o-1-cpocar

KnuHuka
[napes
PBoTa
[erngparaumnsa
enatomeranus
XKenTtyxa
[MpoTenHypus
AMUHOYpPUSA
Aunaos
KaTtapakTta
3apaepxka yMCTBEHHOro pas3suTus [

[AJ1IdKTO3EMUA

['astakrozemusi — BPOKJICHHAA HEJOCTaTOYHOCTh (epMeHTa YIIeBOJIHOTO 0OMEHa
PacLICIUIAIOIIErO raJakTo3y (MoI04HbIH caxap). Ha myTH noc1e10BaTeIbHOTO
PacLICIUIeHHA ralaKTO3bl BO3HHKaeT OJIOK.

s B creocmeue HapyuLeHua 00OMeHda 8 K1eMKAX OP2aAHU3MA 8 OOTbUIUX
TMOKCUYECKUX KOHYEeHMPAYUAX HaKanIueaemcea 2aiaKmosda, Komopaa
NPUBOOUM K MOKCUHCCKOMY NOPAANCEHUIO MO32d, NeYeHU, OP2aHo8
IPEHUA, NOTHOU UHBATUOHOCINU U CMEPMU PEOeHKA.



AKTUBHBIN biaoxkupyemasi Jlokaauzanus Kiaunuuyeckue
hepmeHT peakums (dhepmenTa MPOSABJIEHUS
U JadoparopHbIe
JaHHbIE
PpyKTOKHHA3a ®pykro3a + AT® Ileuens Opykrozemus,
R — Opykroze-1-  Tloukm dpyKTO3ypHs
S dbochar + AII®  DHTEpOUUTHI
=
QD
(Y)
O dpykro3a-1- ®pykrosa-1- [Teuenpb PBota, 6oy B
IE dbocdaranpaonaza dochar — KUBOTE, TMApeEs,
> Jlurunipokcuartie- TUITOTTUKEMUS,
o) TOH-3 -ocdar + runogocdareMus,
[ muuepanbaeru dpykrozemus,
-8- TUIIEPYPUKEMUS,
XPOHUYECKAS
HEJI0CTATOYHOCTh

(YyHKIIHMH [TEYCHU,
TIOYEK.



[TIMKOIN€eHO3bl

bone3Hu Hakor/ieHUs I/IMKOoreHa

INMIHKOreHo3bl

I Tuna

(6o1e3HL
I'upke)

Il Tuna

(bon1e3sn
ITomna)

III Tuna

(6o1e3HBL
dopbca)

IV Tuna
(boe3Hb

AHJlepceHa)

V Tuna
(curppom
Maxk-Apais)

MOBpeK/JeHHOe 3BeHO
MeTabosiH3Ma

HH3Kasg aKTHBHOCTH
HJ/IH OTCYyTCTBHE
[/110K030-6-(pocarassl

OTCYyTCTBHE
JIM30COMa/ILHOM
[JIIOKO03H/1a3bl

OTCYyTCTBHE
JAeBeTBsALIero pepMmenTa

OTCYTCTBHE BETBALIEIO

thepmenTa

OTCYTCITBHE MBbHIIEUHOM

thochopuiasnbr

MNposiBJIEHH S

~KJIETKH IMNeYeHH H U3BHTLIX NMOYEYHLIX KaHa4/IbIEB
3d4ll0/IHEHbBI INTHKOI'€éHOM

~-CHOOIVTHKEMHS, PESHCTEHTHAA K d/IpeHA/IHHY H
IMMHOKAaroay

- FTHIIep/IMIIEMHS, KETO3

- u30bITOuHOE obpasopanne OPIID u nypuHoB,
rHnepypHKeMus

~-HaKOIU/I€EHHE IVTTHKOI'eHa B /IH30C0Max
~-KapaAHoMera’Jins

CHNO/THKEMHSA, dATOHHS, KETO3

 CHNOLIHKEMHS, UMPPO3 TeuenH, Xe/ITyXa,

NeTaJibHbIA HCX0/] B 1-bIH roj JKH3HH

HAaKOIUVIEHHE [TIHKOI'eHa B CKeJIETHLIX MbHIIIAX,
NOHH)XE€HHanA (‘)IBH‘IECKBH BbBIHOCUITHBOCTDH



Ilpy arauMkKoreHose B TIEYEHH TOJHOCTHIO
OTCYTCTBYET IJIMKOTE€H, HAOJJIIOIAeTCHA IOJHBbIH
AeUUUT INIMKOT€HCHUHTETAa3bl NMPH HOPMAJIbHOM
AKTHBHOCTH JPYIruXx )epMEHTOB, Y4ACTBYIOIHUX B
o0MeHe IVIMKOreHa.

Knnnau4yeckas KAPTHHA XapakTepusyercs
YACTHIMU PE3KUMM CUNO2TUKEMUAMU.
I'mnornmmkeMuyeckue Cyroporu HamooJiee 4acTbl
Mo yTrpaM; MHMX MOKHO NpeAylnpeIuTsb JUllb
YacThIM KOPMJIEHHEM pe0eHKa HOYbIO.

IIpy nmomxo3peHMHM HA AIJIMKOIeHO3 (4YacTbie H
TSJKeJIble THIOIJIMKEMHH) Heo0XoauMa Ouorcus
neyeHu (UcCcjaeI0BaHue INIMKOTeHAa U (DepMEHTOB).
JAuddepeHunadbHbIA  AMATHO3 MPOBOAUTCH C
TMIOTVIMKEMUSAMM APYTrod 3 THOJIOT M.
Jleuenue CUMIITOMATHYECKOE.
HeOJIArONPUATHBIM.

IIporuos

ArnmkoreHos —
Oone3Hb, KoTopas
BO3HUKaeT B
pe3synbrate
aeduunTa rmmKkoreHa
B OpraHu3me.
ConpoBoxpaaeTcs
CYAOPOXHbIM
CUHAPOMOM U
YMCTBEHHOM
OTCTaNOCTbLIO AeTeun



[TposiB/ieHUs1 TUTIep-U TUTIOTIMKEMUN 6

rurepriavkeMusi > 6,1 mM
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caxapHbIH Juaber




I. Caxapnbiii gnaber 1-ro Tuna

AyTOMMMYyHHBIH
(mAMonaTMueckmi)

aecTpykiums DeTa-knetok, abCom0THas MHCY/IMHOBAA HEgOCTATOYHOCTE

10

II. CaxapHsIif guaber 2-ro THna
Y iy C HOPMAILHOM MACCOI TENA
Y iy € u30BIMOMHOI MacComn Téna

MPETEPMEBAET pasBrTHE OT an’l-lhl}'ULECTBEHHOIﬁ PESHCTEHTHOCTH K MHCYIMHY C
OTHOCHTE ILHOM HHC_\"HI-{HOBOﬁ HEJAOCTATOYHOCTBIO A0 MPEHMYIIE CTEEHHO CEKPETOPHOro
AE(pEKTd WHCVITHHE B COYETAHHH C nepl-ltpepuqec KO MHCYTHHOPEIHCTEHTHOCTRID

IIL. J1pyrie tinkl guabera:

- FeHeTHYECKHE Ae(eKTEl PYHKLMH [-KIOTOK, m——

1. TenarouMTapHbii aaepHeid gaktop TpaHckpuniin - HNF 4a,
xpomocoma 20 (MODY 1)

2. 'mrokokuHasa, xposocoma 7 (MODY 2)

3. HNF la, xposocoma 12 (MODY 3)

4. INpomoropHeli KHCYMHOBRE akTop (IPF) (MODY 4)

5. MyTawpa mutoxoHapuaasHoil JHK 8 nanoxedun 3243

- NPeHeTHuyeCkue A9¢EKTbl B AeﬁC‘TBHH MHCY/THHQ , se—l

1. PE3HCTEHTHOCTDL K MHCY/IMHY THINA A
2. JIenpeyayH1usm

3. Cungpom PaticoHa-Mengerxonna
4, Jlunoatpoduueckuii guabet

- Bone3nn IKI0KPUHHOI YACTH NOAKEnY04HOIT JKETe3bl, | PR
» | |- AKpomeramis 2. Tpasma, MaHKPeaTIKTOMHA
= IHAOKPUHOATIH, 2. Cirapos Kytmura 3. Heorurasum
3. OeoXpoMOLATOMA 4. Kuctossbii gpubpos

- AnabeT, MHAYUMPOBAHHBIT XHMMUKATAMIK i IEKAPCTEAMM, 4. THPEOTOKCHKD3 5. l'emoxpomaros
- auaber, nuayuMpOBaHHLbIT HHOEKLMAMN (BPOK AeHHAS 5. CoMarocTaTnHOMa

KPAacHyxa, MTOMEranosupyc) 6. I'mokaroHoma
- HeOObruHbIe (POPMEI MMMYHHOONIOCPEA0BAHHOTO Anabera,

(ayTOaHTHTENA K PELerTOPY HHCY/INHA) HUKOTIHORAS KHC/IOTE, [0KOKOPTUKOH/B], THPEOMWIHBIE FOPMOHDI,

- FEHETHYECKHE CHHAPOMBI, HHOAA COMETAIMECs C
caxapremv guaberom (CunapoMer [layna,
Knsiim(ensrepa, Tepuepa n ap. ).

AIMA30KCH, arOHUCTEI a-aJPEHOPELErTTOPOB, a-MHTe phepoH, U AP




