2UYyYEVNG YTTEPIVOOUAIVIONOG

O Zuyyeving YTepIivoouAiviopog (£Y) A YTepivoouAivaipiky YTroyAukaipia givai
n 1o CouxVvr aITia eYPEVOUCOG UTTOYAUKAIYiOG o€ veoyvda Kal TTaidid e ouxvotnTa
eupaviong 1:50000 yevvioelg.

KaBuoTepnuévn Sidyvwon Kal  avTIJETWTTION TNG UTTOYAUKAIPIag €XEl wg
aTTOTEAECHA POVIPEG VEUPOAOYIKEG BAAREG OTOV eyKEPOAO, KABWG N YAUKOLN atroTeAei
TNV KUpIa TTNYA €vépyelag yia Tnv Asiroupyia Tou. H ivooulivn, n otroia TrapdyeTal
aveCEAeyKTa amd Ta B-KUTTOPA TOU TTAYKPEQTOG, TTPOKAAEI TNV oTToBAKeuon Tng
YAUKOCNG OTOUG PUEG, OTO ATTAP KAl OTO AITTWON 10TO, evw TTapdAAnAa gutTodidel Tnv
evooyevr) TTapaywyn YAUKOZNG YECW TNG YAUKOVEOYEVEDNG Kal TG YAUKOyovOAuaong,
ME aTTOTEAECUA TNV EPJPAVION UTTOYAUKAIUIOG.

O1 aoBeveic e ZY KAIVIKG PTTOPEl va €ival aoUUTITWHATIKOI A va TTapouaidlouv
Taxukapdia, e@idpwaorn, Kudvwon, OUCKOAia oTnv oiTion, Taxutvola, eTTeicddia
aTTWAEIOG OUVEIBNOEWS, OTTAOUOUG K.a. Mg Tn TTapodo Tou Xpovou n Bapudtnta Twv
UTTOYAUKQIPIKWY ETTEICORIWV PEIWVETAI Kal PETA TNV €@npeio pTTopei va ep@avioTei
uTTEPYAUKQIYia.

Méxpr onuepa, TaBoAoyikég TTapaldayég Twy yovidiwv ABCC8, KCNJ11, GCK,
GLUD1, HADH, INSR, SLC16A1, HNF4A, HNF1A, UCP2, HK1, PGM1 kai PMM2
éxouv avayvwpioBei wg aitieg ZY. To 50% Twv aoBevwv @épouv TTABOAOYIKEG
TTapaAAayég ota TTapaTTdvw yovidia, evw 1o uTToAoITTo 50% TTapapével adIEuKPIvIOTNG

YEVETIKAG aITIOAOYiaG,

1o gpyaoTthpio Mopiakig EvdokpivoAoyiag Tng A’ Maidiatpikig KAIvIKAG:

EAéyxeTal n mapoucia maboAoyikwyv TTapaAlaywyv ota yovidia GCK, HNF1A
kai HNF4A, pe Tnv peBoloyia Tou PCR kail Sanger Sequencing.

Epappodetar n pedodoloyia Next Generation Sequencing (NGS) oc¢
mAateépua Miseq lllumina, yia oToxeupévn opdda yovidiwv MODY kai
YmepivoouAiviopoU: GCK, HNF1A, HNF4A, HNF1B, INS, ABCC8, KCNJ11,
GLUD-1, HK1, PGM1, SLC16A1, PMM2, INSR, TRMT10A ko1 HADH.

E@appoderal n pebodoAloyia MLPA yia Tnv avixveuon gAAsigewv Twv yovidiwv
GCK, HNF1A, HNF4A, HNF1B ka1 ABCCS8.



