KAINIKO NEPIZTATIKO 2OBAPHz NAXYZAPKIAZ NPQIMHZ ENAP=H2z 2E NAIAI
ME ENIBEBAIOMENH METAAAA=H TOY FONIAIOY PCSK1.

B. Mrtékiou,! E. Xaupétn,! A. Apaucoiwtn’, E. KwotorrouAouv?, @. KapaydAiou!
I Movada Natdoevdokpvohoyiac MetaBoAiopol kat AoBrAtn I’ Madtatpikr KAwikr M.I.N ATTikov

2Tunua MNotdatpikic Evéokplvohoyiag, MetaBoAlopol kat AwaBritn, Nawdiatpikr KAwikr, Mavemiotnuako Meviké Noocokopeio Natpwv
EIZATQIH

H povoyovidiakn maxuvoapkia amoteAel omavia aAAd onpovtikn attia coBapng mayxvoopkiog ue evapén otnv madikni nAwkia. H mapoucia évtovng
unepdayiag kat taxeiag mtpocAndng Bapoug amnod ta npwta £tn (WG, Ba PEMEL va eyeipel TNV umoPia Slatapoxwyv TOU HOVOTATLIOU TNG
pueAavokoptivne. To yovidio PCSK1 kwdKomoLel TNV mMpompwTtevikn KovBeptaon 1/3, éviupo amopaitnTo yla tnv enefepyacia VEUPOEVSOKPLVLIKWV
TIPOOPOVWYV TIOU CUMUETEXOUV 0T pUBULON TNG OPEENC KL TNG EVEPYELAKNG OpoLOoTaoNnG. MeTaAAAELG 0TO YOVISLO QUTO , EXOUV CUGXETLOTEL PE
Slatapaxn tng pUBULONG TNG OPEENC KaL coBapr TIPWLLLN TTAXUoAPKLa, EVW N avayvwpLon Toug ExeL laitepn KAWVLIKN onpacio AOyw tng
duvatotntag xoprynong otoxeupevng Bepamneiag.

zKonoz

Mapoucldloupe TMEPLOTATIKO TOLSLOU HE TIPWLIUNG €vapéng cofapr moayuooapkio kot €vtovn umepdayia amod vnrmiakn nAlkia, oto omoio
TEKUNPLWONKE TtaBoyovog petdAAaén tou yovidiou PCSK1, kaBwg Kot TNV MpwLpn KALWVLKA TOU avTamokpLlon otn Bepameia pLe oeTueAavoTion.



MEOOAO2

Mpokeltal yla Kopitol 6,5 €TwV , UE LOTOPLKO Taxeiog npocAnyng Bapoug amod tn vnrakn nAwkia kat enipovng unepdayiog Ue
ouvexn avalAtnon tpodnc. Amo tnv nAwkia twv 3 etwv mapouotalel BI>95" EO pe ouvexn emdeivwon mopd TIG SLOLTNTIKEG
napepBaocslc. H unepdayia meplypadotav we Un eAeyXOUeVn UE €vtoveg ekpnéelg Bupol Otav ol yoveig mpoomabouocav va Thv

anotpéPouv.
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INS:8,3ulU/mL HbA1c:5,49%
AST:28U/L ALT:24U/L GGT:11U/L
U/S AKK: KO
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*  Child obesity degree:181% - oBapn
Tiayvoapkia

B3: 46,8 kg (+5,3kg)
AMS3: 28,7 kg/m2 (+2,7)

*  PCF: 49,4%(23,1kg)
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*  Weight percentile: 97-100%
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‘EAgyX0G povoyoviSLakng maxvoapkiag: PCSK1 (n=NM_000439.5):c.661A>G;p.(Asn221Asp)
Whole Exome Sequencing :
Custom Monogenic Obesity Sequencing Panel*
Clinical information: 6-years-old girl with BMI of 26, severe hyperphagia. Family history of obesity

Results:

Homozygous for the PCSK1 N221D risk factor variant




AMNOTEAEZMATA

H aoBevn ¢ t€0nke o aywyn Le oeTueAavVOTiON, aywvioth tou urtodoxéa MC4R, n omola anoteAel otoxeupévn BepameuTiki emAoyn yla LopdEC
HovoyoVvISLaKAG Ttaxuoapkiag mou oxetilovtal pe SlatapaxEG TOU LOVOTATIOU TNG LEAQVOKOPTIVNG, cuUTEpAAUBavoUEVWY TwV HeTaAAdEewv PCSK1.

MpaypatornotOnke afloAdynon tou emunedou melvag mpv tnv Evapén Bepamneiag, pe okomo tn BEATLOTN mapakoAoUBNon tNG BEPATIEVTIKNAG
avtanokplong . Hunger score: 7,5/10

ErumA€ov mpaypatomnotBnke mAnpng Seppatoloyikn e€€taon He kataypodrn LEAAVOKUTTAPIKWY OTHAWV Kat EAeyxog Statapoaywv peAdayxpwong(baseline)

H Sldpkela xoprynong tng aywyng LEXPL CAUEPA ELVOL TIEPLOPLOUEV.
Qotooo nén ano ta npwta otadla Bepaneiag mapatnpeital

*  KAWIWKA onpavtikn BeAtiwon tng unepdayiog

*  Melwon ™G Evtaong neivag Kot

*  TEPLOPLOMOG TNG oUVEXOUG avalntnong tpodng.

* [apdAAnAa kataypdadnke otabepomnoinon tov AM2=28,6kg/m2 .

2YMMEPAZMATA

H mapouoia évtovng umepdayiag, oe cuvbuaouo Pe TPpwWLUNG Evapéng coPapn maxvoapkia, Ba mpémnel va Bewpeital loxupn €voelén dtepelivnong yla
Hovoyovidlakn attioAoyia.

H emiBeBaiwon petaAAaéng tou PCSK1 €xelL OUCLAOTIKEG OEPATIEUTIKEG TIPOEKTACELS , KABWG EMITPEMEL TNV EAPLOYH OTOXEUUEVWV TIAPEUBACEWY, OTIWG
N oeTUEAAVOTION, N omola &N amno ta npwta otadla xopriynong gpaivetal va cuUBAAAEL 0 KAWVIKA onpavTikh BeAtiwon tng umepdayiag Kot tng
OUVOALKNG KALWVLKNG ELKOVAG.
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