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oouikég dratopayés (10%):

= ovvdpopo IPEX (FOXP3),
ovvdpopo Wolcott-Rallison
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Etepoxtapepéc coumiorko
» 4Kir6.2 (KCNJ11) — moposynpuartifovesg

VITOLLOVASES (KEVTPLKOG TOPOC)

» 4 SUR1 (ABCC8) — mepipepikés puOpetiksg

VTOHOVADES

Evtomon

(A)

(B)

ToyKpeATIKA B-KOTTOpPOL

vevpaves (pAo1dg, BdAapog, vtoBaiapog,
TOPEYKEPOAOL)

oKeAETIKOL PiEg
HLOKAPO10
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TEPLPEPIKA VEVPOL
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Diazoxide
Sull‘onyluna;

MgADP ATP

membrane

extra

-cellular

intra

-cellular

NA
KATP diowAoc:
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OVETALPKTNG EKKPLOT
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Metabolism insulin

released

Increased ATP
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KaTp channels £
open

Kare channels

2 shut
Ca“’ channels

closed

Membrane hyperpolarised Membrane depolarised

Karp channel

- - -
ATP — ATP
ADP 4 ADP+

Metabolism = Electrical activity -= Cellular functions

Hyperglycemia Hormone secretion
Hypoglycemia Excitability of muscles
Hypoxia ————— | Excitability of neurons
Ischemia Cytoprotection




IHapovoa Nococ:

dppev Bpépog 3.5 pumvav

dvonvola

petwpévn oition (~450mL/24h)
nolvovpia (~14 Bpeyuéveg maveg/muépa)

otacioTTa PAPOng
= 2mo: ~+18g/24h (BX:3920g, <3" E®)
= 3mo: ~+69/24h (BX:4100g, <3" E®)
= 3.5mo: ~+3g/24h (BX:4200g, <3" E®)

Atoukd Avauvnotiko:

IIn komon, litoéxog
karoapikn toun, HK: 3727 ¢BSouadeg

BI':2720g (~12" E®), MX:50cm (15" E®), I1K:31cm (15"
EO)

TEPLYEVVNTIKTY TIEP10O0G EAEVOEPT GLUPAATOV
olTIoN: OMOKAEIGTIKOG UNTPIKOS ONAAGHOG

avoconoinon: DTPa-HBV-IPV-Hib (1" d6on), PCV13 (1n
d6om), Rotavirus (2 d6cewg)

Owoyevelakd AvouvnoTiko:

= yoveic: eAevbepo - PUIVOTLTIKA VY1Elg

LEYAAOG 0OEAPAS: AeVBEPO - POUVOTVLTILKE VYNG

AXOENHY

Kiwwkn Eé€taon:

EMNPEACUEVT] YEVIKT] KOTAGTOON
YOYYOGPOG
avEnuévo £pyo avamvong - ELGOAKES

BX:4200g (<3" E®), MX:53cm (<31 E@®), TIK:37cm
(<3"EO)

0:36.7°C, HR:152bpm, RR:60 breaths/min, SpO,:99%
(Fi0,:21%), AIT:90/42mmHg

dextrostick: 521mg/dL

OYPOTNTE, HEWOMEVY]  OMOPYN,  OYYELOKIVITIKEG
owutapayés kdto dakpov, XTE:3sec

nriog eweéyovea tpodcOio Tnyn
vevicn e&étaon: Glu(++)
stick ketévov (++)
pucpooiooptvn: K
koAgpyeia (-)

OTTELKOVIOTIKOG EAEYY0G

CXR: yopic maboroywd svpnpato
U/S xothiag: ympig maboloykd svprpota,

U/S kapdiag: yopic taboroyikd svprjuata.

Alwyvootikn Algpgovnon:

YAUKOPIKOG £AEYY0G

random BG: 716mg/dL

HbAlc: 11.5%

C-nentidlo vnoteiog: 0.3ng/mL

petaygvpotikd C-mentidio:

0.3ng/mL

GADG5, ZnT8, ICA, IA2: apvntikd

Proynpucog £reyyog

Na: 140mEg/L, K: 5.3mEq/L

Ca, P, Mg, Cl: E®O
stick kerévov: 3.9mmo/L

Ur: 30mg/dL, Cr: 0.6mg/dL,
UA: 6.9mg/dL

TP/AIb: 7/4.7g/dL

Avmiddypappo

YOANGTEPOAN:
173mg/dL

TGs: 281mg/dL
LDL: 121mg/dL

HDL.: 31mg/dL

ABG

pH: 6.9
PaCO2: 10.1mmHg
HCO3-:5.6mEqg/L

AG: 20mEqg/L



AIIOTEAEXMATA

Apyn) Avyvoon: Cevetikog Edeyyog:
*A = mafoyovog mapoariayn oto KCNJI11 yovidro
& % 1spPAD

Moévipog Neoyvikog

YoPopn 5 o g = locus 11p15.1, GRCh37 Awping (0.22%)
BB = Kir6.2 vropovédo KATP Swdiov Kot
Ketocéwon GUVOOEG VEVPOYVYLOTPLKES
SoKYopmONG " £TEPOCLYMTIKN KOTAGTOON ekoniooeg (20-25%)

Awping " QUTOGMUIKOG ETKPOTNTIKOS TUTOC KANPOVOLUKOTNTOG

= gvegpyomomTiKY petdAraén pe avrikardotaon apvoééog — Vals9Met

» petdAraén tomov «gaiting»
YEVETIKOG EAEYYOG T E R " TPOCAVOTOMGUOC TPOS KEVOOYEVI OVOLKTI KOTAGTOGT TOV S100A0L

Neoyvikov Awafintm

= younAotepn evonsOnoia dtoviov oto ATP

CLINICAL LABORATORY

INTERNATIONAL

" peyoAdTepn SLapPKELD apVNTIKOTEPOL SLVALIKOD KLTTAPIKNG HepPpavng (>30%)

" TOPOTETOUEVT] VITEPTOAMOT)
Noonheia: * coBapdtepog pavoTLTOG: vevpoavamtuélakeg datapayés — avvdépouo DEND
» ME@: ¢&voopléPlo evuddtmon Kot evOoPAEPla  yopnynon  SAVUOTOG

WGOVAIVIG i e o,
(M pec) Zovdpopo DEND Ateréc Xvvopopo DEND
= 10 24wpo: anokatdotoon oEéwong — Haroratpixyy Kivikny

" OTOOLOKI ETAVAGITION OO TOV GTOHOTOG Moévipoc Neoyvikde AwaBrmng Moévipoc Neoyvikoc AwoBAtne

" QVTIKOTAGTOON GE VTOJOPLO YOPYNON WWGOVAIVIG
= Boowkn woovkiviy: Detemir VONTIKN /Kol YoyoKvnTikn kabvoetépnon VONTIKN /Kol YoxoKvnTikn kabvostépnon
= bolus woovkivn: Aspart

emnyia UELOVOUEVE ETEICO10 oTTACUOV, XQPIY

= 20° 24wpo: e&rtiipro emunyio

» coupatopeTpikd ototyeio: BX:5270g (<3" E®), MX: 54.5 cm (<3" EO) ) et 0 ,
VIOTOVia, HVIKH advvouio -



Evoedetyuévn Ogpaneio:

yMBevkAapidon/yhipemrvpion

TAYKPEAS

ovvdeon pe v SURL vmopovada tov KATP dadiov — KAeioipo dtowviov
aveéaptnta and 1o eninedo ATP — exmOlmon pepfpavne — avorypo dtodAov
Ca*" — e£okOT®OoN KOKKI®V VGOVAIvIg

ATOKOTAGTACT OMOKPIONG TOYKPEATIKMY P-KVTTAP®V OTIS WVKPETIVEG KOl GTOV
petafolopd yAvkolng

a7td TOV GTOUOTOG YOPTYNON

emtuyng petaPaon (90%)

dopmuévn tithomoinom d6ong (1 covApovvriovpia VS | tveovAivn)
dlakomn voovAivng: 2-8 efdoudoeg

ueimon HbALc: 12 gBdouddeg

VEVPDVES
= Aerrovpyio vELPOVOV

" avaoToAn TG avénuévng opactnpotntog twv KATP dtaviwv
" OUOAOTTOINGT NAEKTPIKNG dPACTNPLOTNTOS EYKEPAAOV

= amelevBépmwon vevpodiafipactodv

" QOKOTAGTOCN TOV «OVOSTUATIKOD TOVOLY»

" VELPAVATTUEN

" KVNTIKOTNTO

" YVOOTIKEG AsITOVPYiEg (LVAUN, TPOGOYY], TPOCUPUOGTIKY| IKAVOTNTOL)
= gutogbumnpETnon

= gvioyvomn TS HOTKNG dvvaung

2YMIIEPAXMATA

ITopeio. Nocov:

TpocOnkn yMmpevkhapiong oe niikio 6 pnvaov
OTOOLOKY| O10KOTY] VGOVLAIVNG o€ NAkia 24 pnvov
TOT00£TNON GLGTNUATOG GLVEYOVS KATAYPOUPNS YAVKOING

YAVKOIKY pOOUIon
» FBG: E.®.0., HbAlc: 8.8% — 4.6%

BeAtiwon oitiong - mpoodevtikn avénon Papovg

YUYOKIVNTIKN KaBvoTépnon

HELOVOUEVO ETEIGOSI0 ATOVIKOV CTAGUOV G€ NAKia 2.5 etV
" TANPNG EPYOCSTNPLUKOG KOL VEVPOUTEIKOVIGTIKOG EAEYYOG

" QOVGI0 VIOKEIUEVNGC EMANTTIKNG OpaCTNPLOTNTAG

2 to 20 years: Boys
Stature-for-age and Weight-for-age percentiles

Birth to 36 months: Boys
Length-for-age and Weight-f RECORD #
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B s WGOVAIVIG



