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I. Elbaywyn

H EBvikn Emitpomny BlonBikng, oe emavelAnUUEVEG OUVESPLAOELG, e€ETA0E TO {NTNUA
™G «EMAOYNAG» OMOyOvVWwvY, OTO TAQICLO TNG avamapaywylkng dwadikaociag. To

{NTNHUA QUTO QTOKTA AUEAVOLEVN OoNUaoLa, Ta TEAEUTALA XpovLa.

H oUyxpovn MEVETLKN KAl Ol VEEG TEXVLKEG MOPLOKAG KoL KUTTAPLKAG BloAoyiag Sivouv
oTov avBpwmo TN SuvatdtnTa va eVTOTIOEL Kal, TiBavov, va MapEéUPeL 1) va eTUAEEEL
yovibla mou ouveEovtal LE OCUYKEKPLUEVA, KANPOVOUOUUEVA XOPAKTNPLOTIKA KOl
kaBopilouv Tov dawvotumo. Etol, unapyxouv yovidia mou kaBopilouv 1 oxetilovrtat
HE Ta dLddopa XOPAKTNPLOTIKA EVOC TPOOWTIoU, KaBwe Kal yovidia ta omola, otav

dépouv BAABeC, mPpokaAoUV YEVETIKEC ACOEVELEC.

Ou e€ehifelg autég yevvouv Tnv embupia otoug VEOUG yovelg va emidéfouv Ta
XOPOAKTNPLOTIKA TWV AMoyOvVwY Toug, SnULoupywvTag motdld «kata napayyeiia». H
embupila auty elval évtovn Kot amodelkvuetal, Adn, amd tnv NMWANCNH YAUETWY
(akopun kat pEéow SLadiktiou), MPOEPXOUEVWY aATO TIPOCWTO LE OUYKEKPLUEVA

«TIPOTUTIO XOPAKTNPLOTIKA (aBANTEG, LOVTEAQ K.ATL.).
H emiloyn XapaKTNPLOTIKWY TWV AmoyOVwV UTOopPEL va mpaypotomnolnBel:

e 3TO OTASLO TWV YAUETWY, TPV TN YOVLUOTIOiNoN, KATA TO OToilo emAéyovTal
TO waplo kKol Ta omneppotolwapla, HE PAON OUYKEKPLUEVA YEVETIKA
XOPOAKTNPLOTIKA (ETIAOYN YOUETWV).

e Metd Tn yovidomoinon tou wapiou amod to omepUatolwaplo, Omou AoV
eTAEYovTaL T EUBpua ou hEPouV Ta EMBUUNTA XAPAKTNPLOTIKA (ETUAOYNA
eUBpLWV pe mpogpdpuTEUTIKNA Slayvwan).

o Me Tig pEBOSOUG «aVTIKATAOTACNG TWV ULTOXOVOPLwV», OL OTIOLEG OTOXEVOUV
OTn Y€VVNOoN UYELWV TIASLWV XWPLG ULITOXOoVOpLOKA VooruaTa, HE TN Xpnon
YOUETWVY o Tpelg S0TeC Katd tnv unmofonBoupevn avamapaywyn (yvwotn

KOl WG EEWOWUATLKA YOVLLOTIONON «TPLWV YOVEWV ).

Me tn f'vwun auvtn, n Emcponn emBupel va emKalpomoLoeL TV malalotepn MNvwun
™G («[1o TNV TPOYEVVNTIKA KOl TIPOEUPUTEUTIKY SLAYVWON Kol T UETOXE(PLON TOU
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euBpuou», 2006). e ekeivnv eixov mpotabel CuyKekplUEva KpLTpLa AmodoxNg
eldlka NG emhoyng euPplwv. H emikatlponoinon eival anapaitntn, ad’ evog diott
TIPEMEL VO QVTLMETWILOOEL Kal To {ATNUA TNG €MAOYNG YOUETWV (MPWV amo Tn
yoviuormnoinon tou wapiou), mou avékupe €ktote, ad’ etépou SLOTL oplopéva VEQ

Sebopéva €xouv POKUPEL KAl WG TTPOG TNV emAoyn eUBplwv.

a. Emloyn yapetwv

Mpoodata, Snuioupyndnke peyain oulntnon Kat €vtovog MPoBANUOTIOUOC Yia TNV
ETUAOYN YOUETWV LE OTOXO TOV KABOPLOUO CUYKEKPLUEVWV XOPAKTNPLOTIKWY OTOUC
amoyovouc. Apopur} arnotélece éva SimAwO eupeottexviag” ou xopnynonke amd
NV apepPKAvikn Ymnpeoia Eupeottexviwv katl Epmopikwv Inuatwv (US Patent and

Trademark Office) otnv etatpeia 23andMe, tov ZentéuPplo tou 2013.

Mpokeltal yla €va AOYLOUIKO TIoU TIPOPAEMEL TA XOPAKTNPLOTIKA TWV OIoyovwy,
ocUUdWVA PE TOUG YOUETEG TIOU ETUAEYOVTAL YLO YOVLLOTIOLNGT, ETMLTPEMOVTOG OTOUG
YOVEIG-ANTITEC TWV YaUETWVY va eTiAéEouv To datvotumo Tou euPpuou. H mpoBAeyn
Tou AoylopikoU Baoiletal os pia ovykplon yevetlkwv Sedopévwy Tou wapilou Kot
Tou oneppatolwapiov’. Qotoéoo, eival onuavikd va tovieBel 6tl to SimAwpa
gupeottexviag 660nke o Eva AOYLOULIKO TO OTOL0 TPOBAEMEL TA XOPAKTNPLOTIKA TWV
arnoyovwy, Bacel umoAoylouévwy midavotitwyv mou SdladEpouv avaloya HE TNV

KAOe meplntwon.

B. Emdoyn euBplwv

Onwg emonuavOnke otnv mponyoUlUevn MNvwun tng EMtpomnng, yeveTikég eEeTAOELG
ol omoleg kaBopilouv CUYKEKPLUEVA XOPAKTNPLOTIKA Tou epPBplou, eival Suvatov va
npayupatonotnbolv ota mMpwta otadla avAmTuéng Tou. TNV TMepPIMTwon NG
€EWOWUATIKAG yovipomoinong, ta Eufpua Umopouv va eAeyxBolv yla CUYKEKPLUEVA

dALVOTUTIKA XOPOAKTNPLOTIKA KO, BACEL TWV OMOTEAECUATWY QUTWVY, VA ETUAEYOULV 1)

' US Patent no. 8543339, «Gamete donor selection based on genetic calculations».
2 23andMe, Family Traits: Inheritance Calculator (http://blog.23andme.com/news/a-23andme-
patent/).
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oxL vy eudutevon otn  pntpa  (mposuduteutik  Slayvwon). Koatda tnv
npoeudutevTIKn dtayvwon Aappavovtal €va )} SUo KUTTapa Tou UPBpUOU KATA TLG
TIPWTEG NUEPEG TNG EEWOWUATLKAG AVAMTUENG TOU Kal EETALETAL TO YEVETIKO UALKO

Tou’,
OewpnTIKA, 0To EUPpPUO pmopoLV va SlevepynBoUV YEVETIKEG EEETACELG TTOU:

1. evrtonilouv maboyoveg aA\ayEG O0TO YEVETIKO UALKO Kal 0dnyolv o acBEvela,
OTIWG TL.X. XPWUOOWHLKEG AVWHAALEC KoL OBAPEC LOVOYOVISLOKEG 0L0DEVELEG

1

n
2. evrtomi{ouv XOpaKINPLOTIKA TTou Sev oXeTi{ovtal YE TNV LYEla, OMwG Tu.X. TO

$UAO KoL TO XpWHO HaTlwV (Baocel mBavothTtwy).

Y. Avtikataotaon Twv ULtoxovépiwv os wapla

Ta ptoxovépla amoteAoUv KUTTAPLKA opyavidla mou mapdyouv eVEPYELX yla TO
KOTTAPO KOL TIEPLEXOUV YEVETIKO UAIKO, TO «pitoxovdplakd DNA», to ormoio
KANPOVOLE(TAL ATOKAELOTIKA Amd TO WAPLO TNG UNTEPAC. MEVETIKEG AVWHAALEC OTO
ptoxovdplakd DNA eival duvatdv va odnynoouv og pItoxovoplakd VOoHUOTO, Ta
orola gival pev omavia aAAd oAU cofapd -£€wg Kal Bavatndopa- yla ta matdld mov
TO KAnpovopouv. Emeldn ta ptoxovdpla anoteAolv mnyr eVEPYELAC YLOL TO KUTTAPO,
ennpealovtal KUpiwg oL LoToL KoL Ta Opyava TTOU amaLltouv TIOAAN EVEPYELA, OTIWG
TL.X. O €YKEPAAOG, oL HUEC KaLl N Kapdld. H KAWVIKN €lkOva Twv acBevwyv Umopel va
Sladépel  onuavikad, evw €xouv  xapaktnploBbsl meplocotepa  amd 100

. ; 4
HLTOXOVOPLOKA VOO Ot

Jupdwva He TPpOodaTEG €peuveg, UTAPXEL N Sduvatdétnta  anmodpuyng Twv
HLTOXOVOPLOKWY vVoonuatwy pe T Bonbesia tng pneBOdou «avIKATAOTAONG TWV
ptoxovépiwv». H péBodoc autr mepthapBAvel tn Xprion YOUUETWVY amo Tpelg SOTEC.

Eva waplo and tn PNTEPQA, TO OTOLO0 OPWE TEPLEXEL EAATTWUATIKO HLTOXOVOPLAKO

> BA. ExBeon «Ta TIC TIPOVEVWNTIKEC KO TIPOEUDUTEUTIKES EEETAOELC KAl TO {ATAMO TNC EMAOYAC
guPBpuouy, EBvikn Ertponr) BionBikng 2007.
4 Liang C, Ahmad K, Sue CM. The broadening spectrum of mitochondrial disease: shifts in the
diagnostic paradigm. Biochim Biophys Acta. 2014;1840(4):1360-7.
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DNA pe petaAAagelg mou Ba kKAnpovounoet to matdi kot mbavov va oénynoouv oe
HLTOXOVSPLOKO VOO A, EVa wAPLO Ao pia Tpitn S0TpLa e vyl Hitoxovopla, Kal To

oneppatolwaplo anod Tov MATEPQA.
Yridpxouv 800 HEBOSOL AVTIKATAGTAONC Utoxovpiwv:’

i) Meta@opd t™0¢ UNTPLKAG ATPAKTOU 1 UETAPOPA TWV UNTPIKWV XPWUOCWUATWYV
(Maternal Spindle Transfer, MST). Kata tn uébodo autn pHeTadEPETAL N ATPAKTOG UE
TO XPWHOOWHOTO oUVSESEUEVA ATtO TO UNTPLKO WAPLO OTO WApPLo TNG SOTPLOG amo
To omoio £€xel adalpebel TO YEVETIKO UAIKO TOU Tupnva QAAA TIOPAUEVEL TO
ptoxovdplakd DNA. ITn OUVEXELD TO TPOTIOTOLNMEVO WAPLO YOVIUOTIOLEITOL HE TO

oneppatolwaplo Tou MaTEPQ.

ii) Mpomupnvikn uetagopad (Pronuclear Transfer, PNT). Kata t péBodo autn to
wWAPLo TNG UNTEPAC (UE TO eAaTTwHATIKO pitoxovdplakd DNA) yoviuormoleital He To
oneppotolwAplo TOU TOTEPA Kal adoalpsital o mpomupnvag Ttou uywtou
untépag/matépa. TautoXpova, YOVLUOTIOLEITAL KAl TO waplo TG S0TpLaG HE TO
omEepUATOlWAPLO TOU TMATEPA KoL ATIO AUTO To {UuywTo dotplag/matepa adatpeital o

TIPOTIUPAVAG KOl AVTIKABOLOTATAL HE TOV Ttporuprva ard to {UywTo UNTEpag/matépa.

ApXIKEG MEAETEG QVTIKATAOTAONG MLITOXOVOPlwv ToU Tmpayuatonow)énkav o€
movtikia €6el€av otL n pEBodog tTNG mMpomupnVIKAG UeTadopag eival duvatov va
XpPNoLpomownBei yLa tnv amoduyr HToXovEpLakwy voonudtwv®. Qotdoo, mpocbeTes
€PEUVEC OE TIOVTIKIAL €LYV OVTLKPOUOUEVA OTOTEAECHOTO YlA TG ETUTTWOELS TNG
pLtoxovdplakng avtikatdotaong. H pev mpwtn €6el€e ot eivat duvatov va
UTTAPXOUV ETILYEVETIKEC OAAAYEC UETAEYU TOU TPOTIUPAVO TIOU HETAPEPETAL KAL TOU
KUTTAPOTIAGGHATOC TOU Wapiou EMNPEGIOVTAC TNV QVAETUEN TWV amoyovwy’, eV N

SeUtepn £8el€e OTL Sev UTAPXOUV ETILYEVETIKEC alayécs. Metémelta €peuva o€

> Bredenoord AL, Braude P. Ethics of mitochondrial gene replacement: from bench to bedside. BMJ.
2010;341:c6021.
® sato A, Kono T, Nakada K, Ishikawa K, Inoue S, Yonekawa H, Hayashi J. Gene therapy for progeny of
mito-mice carrying pathogenic mtDNA by nuclear transplantation. Proc Natl Acad Sci U S A.
2005;102(46):16765-70.
’ Reik W, Rémer |, Barton SC, Surani MA, Howlett SK, Klose J. Adult phenotype in the mouse can be
affected by epigenetic events in the early embryo. Development. 1993;119(3):933-42.
8 Cheng Y, Wang K, Kellam LD, Lee YS, Liang CG, Han Z, Mtango NR, Latham KE. Effects of ooplasm
manipulation on DNA methylation and growth of progeny in mice. Biol Reprod. 2009;80(3):464-72.
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Tuonkoug €6€l€e OTL Kal N LEBOSOCG HeTAPOPAC TWV UNTPLKWY XPWHOCWHATWY Elval
QUITOTENECHATIKA OTNV  QVTIKATAOTAON TWV HToxovspiwv’, Kat MAAloTa pe TN

Snuoupyia amoyovwy ot omoiot ATav LyLels péxpt tnv nAkio Twv Vo etwv™®.

H 8l pébodog, dnAadn n petadopd TwV PNTPIKWV XPWHOCWHATWY, GAVNKE va EXEL
OXETIKA KOAQ amoTeAéopato OTav SOKIUAoTNKE o avBpwrva waptal. Stn perét
autn xpnowtomnowdnkav 98 avBpwrniva wapla (€K Twv omoilwv ta 35 WG LAPTUPES).
Amoé autd Ta wapla, To 53% napouvciaoe pun dpucloAoyikn yovipomnoinon (avwuaAieg
oToVv aplBud mpomupAvwy) Kal ta umolouta eixav GuoLoAoyLKN yovilomoinon Kot
avantuxbnkav oe PAooctokvoteg. TéAog, oUpPwva pe peAétn tou 2013, n
OVTLKOTAOTOON TWV Hitoxovdpiwv o avBpwriva wapla €ixe mapopola, OeTikd

anotehéopata, pe puotohoyikr avamtuén oe BAaotokvotec™.

Il. Ta véa 8£60pEva wg pog TV emAoyn EPBPLUWV

Mta oxetikd mpoodatn e€EAEN amoteAel n SLEVEPYELD YEVETIKWV €EETACEWV OEF
€UBpua ylo TOAUTIOPAYOVTLKEG VOOOUC KOl KUPLWCE yla KapKivoug, oL omoiol £xouv

LOXUPO YEVETLKO UTOBaBpo. Xapaktnplotika napadsiypata anoteAouv:

1. O KkopKivo¢ TOU HaOoTOU/woBnKwv, ylwa Tov omoio eAéyxovtal Kupiwg ta

yovidia BRCA1 kat BRCA2.

? Tachibana M, Sparman M, Sritanaudomchai H, Ma H, Clepper L, Woodward J, Li Y, Ramsey C,
Kolotushkina O, Mitalipov S. Mitochondrial gene replacement in primate offspring and embryonic
stem cells. Nature. 2009;461(7262):367-72.
1% craven L, Tuppen HA, Greggains GD, Harbottle SJ, Murphy JL, Cree LM, Murdoch AP, Chinnery PF,
Taylor RW, Lightowlers RN, Herbert M, Turnbull DM. Pronuclear transfer in human embryos to
prevent transmission of mitochondrial DNA disease. Nature. 2010;465(7294):82-5.
" Tachibana M, Amato P, Sparman M, Woodward J, Sanchis DM, Ma H, Gutierrez NM, Tippner-
Hedges R, Kang E, Lee HS, Ramsey C, Masterson K, Battaglia D, Lee D, Wu D, Jensen J, Patton P,
Gokhale S, Stouffer R, Mitalipov S. Towards germline gene therapy of inherited mitochondrial
diseases. Nature. 2013;493(7434):627-31.
2 paull D, Emmanuele V, Weiss KA, Treff N, Stewart L, Hua H, Zimmer M, Kahler DJ, Goland RS, Noggle
SA, Prosser R, Hirano M, Sauer MV, Egli D. Nuclear genome transfer in human oocytes eliminates
mitochondrial DNA variants. Nature. 2013;493(7434):632-7.
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2. O KANPOVOULKOG UN-TtoAUTIOSLaOLAKOG KOPKivOG Tou ax€og eviépou (HNPCC
1 ouvépopo Lynch), yla tov omoio eAéyxovral kKupiwg ta yovidia MLH1 kat
MSH2.

3. To ouvépopo Li-Fraumeni, yla to omoio eA€yxetal To yovidlo p53.

MoAAEG HeTOAAAEELG OoTa MOpamAvw yovidla mapouaotdlouv uPnAr StelobutikotnTa,
SnAadn Ta atopa mou GEPOUV TIG LETOAAAEELG QUTEG €XOUV TTOAU auénuévo kivbuvo -

€wg Kal 80%- va avamtuEouv Kapkivo.

lll. Ta nOka InTAMATA KOl N OXETIKA VOpLoBsaoia

Q¢ mMpo¢ TNV €mAOYN YOUETWY, TO KUPLO NBLKO {NTNUO OXETI(ETAL UE TNV EUXEPELA
KATIOLoU val «oXeSLATEL» TOUG ATTOYOVOUG TOU, ETUAEYOVTAG TO XAPAKTNPLOTLKA TOUG,
€0tw Kal Baocsl mBavotAtwy. To av dnAadn, KATL TETOLO, UMOpPEL va amoteAel pa
€161KOTEPN €KDOVON TOU SIKALWUATOC SNILOUPYLOC OLKOYEVELAG, VAAOYN TLY. HE TNV
EUXEPELO. TIOU €XOUV OL YOVEIC va emAéyouv TNV ekmaideuon Twv Madlwv Toug,
adou, onwe cupPaivel otnv TeAsutaia auth mepintwon, Bswpeital OepLto ol yoveig
va ennpealouv tnv Slapdpdwaon TG MPOCWTIKOTNTAG TwV atdlwy, cUUPwWVA HE TIG
TIPOCWTILKEG TOUC TPOTLUNOELG. To (610 {TATNUA OVTIUETWITI{OUHE KOL OTNV TEPLTTTWON
™G EMAOYNG EEWTEPLKWY XAPAKTNPLOTIKWY EUPPUWY, UOTEPA OO TPOEUDUTEUTLKA
Stayvwon, Wilwg tng emloyng ¢UAou, TNG MOVNG -TIPOG TO TAPOV- OTNV Omola

UTIAPXEL BeBaLOTNTA YL TO TEALKO QTTOTEAEGHAL.

Eva Slodpopetikd IATNHA, €BKA W TPoC TNV emhoyn suBplwv, adopd tnv
«apVNTLIKA €UYOVIKA», TNV Kablépwaon &nAadn kplutnpiwv emidoyng, e Baon tnv
VEVETIKN mpodLabeon tou euPfpuou yla TNV ekSNAWON aoBeVELWV PETA TN YEVvNnoN.
Ev mpokelpévw epwtatal, 16iwg, av gival BeTog 0 anmokKAEIOUOG UBpUWY o TV
gfakoholOnon TN¢ avamapaywylkng Oladlkaciag, Otav eviomiletol YEVETIKNA
npodldBeon eite yla coPapég MOAUTIAPOYOVTIKEC VOOOUC (KOpKivo, Kapdlomabeleg
K.ATL.) €lT€ yLo povoyoVvISLAKEG VOOOUG TTou ekdnAwvovtal cuviBwg oe TpoxwpnUEVN

nAia (r.x. xopeia tou Huntington).



Tpito INTnua, TéAog, anoteAel n MANpodopnon 6owv evdladEPovTal va amoKTHoouV
TaLdLA E CUYKEKPLUEVA POLVOTUTILKA XOPOAKTNPLOTIKA. To yeyovog otL n mpoPAedn
TWV XAPOKTNPLOTIKWY autwVv Baciletal oe mBavotnteg mou dladopomnolovvtal KAt
TEPLMTWON, XWPLG va UTIAPXEL BeBaloTNTA YA TO AMOTEAECHA, SNULoVPYEL KvdUvVoUC
napanidavnong. H duokoAia akplBoug mAnpodopnong, 6cov adopd TNV MPOYHATIKN
afla Twv YeVETIKWY Sebopévwy, amoteAel AAAWOTE YEVIKOTEPO {NTNUO OE OXETIKEG

EUTTOPLKEG EPAPHOYEG.

Ta mapamavw NOka INTAMOTA AVILETWTT{OVTOL ONUEPO OO OPLOUEVEG ELOLKEC
Slatatelg Tng vopobeoiag, mou amayopslouv pnta TV emmiloyr ¢UAou tou eufpuou
(extoc av umdpxet kivbuvog duhoouvdetne aobévewac)® kot empémouv TIC
VEVETIKEC e€eTdoelc vyl Aoyouc uyelac™. H emloyr yapetwy, avtibeta, Sev €xet
anacXoAnoel Tov vopoBetn. Ev mpokelpévw, ebapuoletal TOUAAXLOTOV N YEVLIKA
vopoBeoila mepl mpootaciag Tou KatavaAlwtr, oOcov adopd TNV akpwPn
mAnpodopnon Twv evllapEPOUEVWY  Kal TNV  amoduyn  TAPATAAVNTIKAG

Sladrponc®.

Mépav tnG emdoyng ¢uAou, AANEC TEPUTTWOEL ETUAOYNAG HME KPLTAPLOL «OETIKAG
€UyoVLIKAG» Sev pubuilovtal ek oto Loxuov dikalo, 6nwe cupPaivel AGAAwOTE Kal
OTIG Aoutég £vvopeg Ttaelc tng E.E. H QVTIUETWTON TETOWWV TEPUTTWOEWVY,
eMopéVwG, Ba mpénel va PBacloBel o epunveia twv ocuvadwv CUVTAYUATIKWY
Swatatewv  (ogfaopog  tng  avbpwmivng afiag, eAevBepia avamtuénc

TPOCWTILKOTNTAC, Sikaiwpa Snuoupyiag olkoyEVELOG, apxn TNG LOOTNTAC).

IV. Mpotaoceig

1. H Emutpon) Bewpel OTL n €mAoyn YOUETWY, UE TNV TPOCSOKIO TNG AmOKTNONG
nadlwyv mou Ba €xouv emBUUNTA GOLVOTUTILKA XaPOKTNPLOTIKA Sev eival nBka

«OUBETEPN». Oa UMOPOUCE VO YIVEL ATMOSEKTH), LOVO OTNV TIEPLITTWON TIOU EYEipovTal

B BA. apb. 14 s0pBacnc tou OPLESO, Gpd. 1455 AK.
Y BA. 4p6. 12 sOpBaonc tou OPLESo.
1 BA. 4p6. 96-0T v. 2251/1994, 41w LoYVEL.



Bépata vyelag, HETA TN Yovipomoinon tou wapiou, oto peAhovtikd matdi. Avtibeta,
n emloyn €MBUUNTWVY XOPAKTNPLOTIKWY, ATOTEAEL —OTWE KAl OTNV MEPLMTTWON TNG
emAOYAC eUBpUWV- «BETIKA €UYOVIKN», €0Tw Kol av Ta TIPOCSOKWHEVA
XOPAKTNPLOTIKA Oev eival BERala, aAAd amAwg miBavoloyouvtal. TNV MEPLTTWON
auth, unopet va BewpnOel 0TL To st amoteel mpoidv «oxeSlaopoU», yeyovog mou
lowg enmnpedocel T SLapdpdwaon TG SIKNE TOU MTPOCWTIKOTNTAG HUE APVNTLKO TPOTIO.
Kata tnv Emtpormnn, o kivbuvog autog Sev pmopel va yivel amodektog, oto mAaiolo

NG eEAeLBEPLAC TWV HEANOVTIKWYV YOVEWV VO SNULOUPYOUV OLKOYEVELQ.

2. H Erutponn kpivel, mepattépw, OTL To {TNUa TNG akplBolg mAnpodopnong Twv
evéladepopévwy eival kpiowo, Kal emavoAapBAVeL TIG EMAVEIANUUEVEG OUCTACELG
TNG yLa TNV EVEPYOTIOINGN TWV EAEYXWV TIOU TIPOPBAETEL N VOLLOBEGia 0TOV TOUED TNG
umoBonBolpuevng avamopaywyns, Wiwg ocov adopd TG tpameleg yopetwyv (v.

3305/2005).

3. H emdoyn euPpuwv yla Adyoug vyeiag €xel yivel dektr) amo tnv Emttponn otnv
nponyouuevn Nvwun tng, e’ 6oov

o) eAéyxovtal LOvo coBapeg povoyovidlakeég aaBéveleg, pe Befatdtnta i pe oxupn
mBavotnta ekdAwong, AOyw OLKOYEVELAKOU LOTOPLKOU Kall

B) amodoaoiletal pe guBUVN TwV HEANOVIIKWVY YOVEWV, UOTEPA OO KATAAANAN
mAnpodopnon anod tov umevBuvo LaTpo.

H Emwtpomrn 6ev €kplve OKOMIPO Tov €Aeyxo mpodiabeong yla aoBEvelec mou
ekdnAwvovtal ocuvnBwg og mpoxwpPNUEVN NALKLAL.

Ta kpunpla autd s€okoAouBolv va oxUouv. EWBIKA, TAVIWG, Yl OPLOMEVEG
TLOAUTTOPOYOVTIKEG A0OEVELEC, N eKONAWON TWV OMOilwV eMnNpeAleTol 0€ TTOAU LEYAAO
BaBuo amod tov yovotumo, n e€taon elval okomun Kol n erthoyn SikaloAoyeital.
Onwc mpoavodEépBnKe, MPOKELTAL VLA TOV KapKivo Tou pootol/wobnkwy, yla tov
omoio eAéyyovtal kupiwg ta yovidia BRCA1 kat BRCA2, tov KANPOVOWLKO HN-

moAuTtodLaclakod Kapkivog tou maxéog evtépou (HNPCC ) auvdpopo Lynch), yia tov
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omolo gAéyyovtal kupiwg ta yovidia MLH1 kat MSH2 kat to cuvépopo Li-Fraumeni,

yla to omnoio eAéyxetal To yovidio p53.

4. H Emutponn Kpivel, emi mMA€ov, OTL N KATAPTLON €VOC KATaAOyou acBevelwv, Tou
SwkaloAoyolV TNV TPOEUDUTEVTIK €EETOON KOL, OTn OUVEXELWD, TNV emloyn
EUBpLWY, elval avaykaia Kot xpeldletal va mpoxwpnoet apeoa, dedopévng pailota
™G SlopkoUC MPoOSdoU OTOV TOMEQ TNG YEVETIKAG. AC onUelwBel, OTL OXETIKA
npwtoPfouldia eixe nén oxedliaocel n EOBvikn Apxn latpwkwg YmoPfonBoupevng
Avarmopaywyng, Xwpig OUwE va KaTaAnEeL o KATTOLO amotéAeopa, AOyw eneABolong
QvVaoTOANG TN AsLToupylag TnG.

O KOTAAOYyOC TWV VYEVETIKWV 00Develwv yla TIG omoie¢ OSikaltoAoyeital n
TMPOEUPUTEVTIKA SLAyvwon UMOoPEL va KATOPTLOTEL, oUUPWVA HE TO TPOTUTO TNG
Apxn¢ ya tnv AvBpwrvn Avanapaywyn kat Euppuoioyia tou Hvwpévou Baotleiou
(Human Fertilisation and Embryology Authority, HFEA). H Emwtpomnn Kpivel okomiuo
va emouvapel autov tov katdaioyo (BA. Mapdptnua), Bewpwvtag ot Ba Atav
duvatdv va xpnollelosl wg mnyn mAnpodopnong Kol EUmveuong ylo tnv EBvikn
Apxn latpkwg YmoBonBoluevng Avamapaywyng, n omoia Aén emavalettoupyel kat
€XEL €K TOU VOHOU TNV OIOKAELOTIKN appodlotnta xopriynong adewwv yla
npogpdutevTIKA Stayvwon (apd. 10 tou v. 3305/2005).

Mpoteivetal, cuvadwe, n EMKALPOTOINON TwV aoBevelwv Tou Kataldyou Kabe tpla
€N, TIPOKELUEVOU VO EVOWHOTWVOVIOL OE OUTOV TUXOV VEa Sebopéva yla VEEG
VEVETIKEC 000éveleg, HeETA amo aitnon Ttwv Kévtpwv 1 twv  KAWKwv
YroBonBouuevng Avamapaywyng.

H Emtpomny tovilel, téAog, OtL ta Kévtpa kot ot KAwkEG EEWoWUATIKAG
Foviuomnoinong umopolv va dlevepyoUlV TIPOEUPUTEUTIKO EAEyXO O £UBpua yLa TIG
VEVETIKEG 000€veleg IOV TtEPAQBAVOVTAL OTOV TAPATAVW KATAAOYO, HOVO OTNnV
TEPUMTWON ToU 0 €Aeyxog SikaloAoyeital amd avaAoyo OLKOYEVELOKO LOTOPLKO Kol

ed’ 6oov auTo kpivetal amapaitnto anod Tov urtelBuUVo LATPO.

5. Q¢ mpog to {ATnUa TNG ETAoyNG eUBpLlwy, ite yla tn Bepaneia acbévelag tpitou
npoowrnou (“savior sibling”) elte ywa Adyoug «BeTIKAC guyoviKNnC», n Emitponn
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Bewpel ™ pev mpwtn Ogputny, tn 6 Seltepn aBuitn, emavaAapPfdavoviag to

OKETITLKO TV €ixe avamtuéel otnv npoavadepOeioa Nvwun Tne.

6. Q¢ MPOC TNV OVTIKATACTOON HITOXOVOPIWwVY KATA TNV €EWOWUATIKY yovipomoinon
yla TNV anoduyn ptoxovéplakwy voonuatwy, n Emttponr), Aappavovtag unoyn ta
£wC TP Sedopéva amd xWwpeS Orwe n Meydhn Bpetavia'® kat ot H.M.A.Y, kpivet ot
QTOLTOUVTOL  TIEPLOOOTEPEC  KAWIKEG HeAéteg mou Ba  umodeifouv TNV
QIMOTEAECUATIKOTNTA KOL TNV aoPAAELD TwV PEBOSWV autwv. Ed’ doov oL ev Aoyw
HEAETEG OAOKANPWOOUV pe emituxia, Ba MpEMEL va avTlpeTwnioBouv SUo cofapa
{nTAuaTa NBKNG KAl VOULIKAG udng: a) av eivat nBka amodektr) n tpomomnoinon
aVOPWTMIVWYV YAUETWY, LE OKOTIO TNV amoduyn Tns ekdAwaong a.obevelwv kat B) av n
Tpitn 80TpLa TOU Wapiou TIPEMEL va €xel SlKAlWUATA OTO €UBPUO Kal, apyotepQ,

AOyo 6oov adopd Tn YOVIKH LEPLUVA TOU VEOYVOU.

ABnva, 7 louliou 2014

'® Human Fertilisation & Embryology Authority (HFEA)
http://www.hfea.gov.uk/docs/Third_Mitochondrial_replacement_scientific_review.pdf
Y'Ye K, Lu J, Ma F, Keinan A, Gu Z. Extensive pathogenicity of mitochondrial heteroplasmy in healthy
human individuals. Proc Natl Acad Sci U S A. 2014 Jul 7.
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ITAPAPTHMA I'NQMHX

YXYI'XPONA ZHTHMATA «EINIAOTI'HXE» XTHN ANAITAPAT'QI'H

EykeKkpLLévn aoB£veLa yLa PoeUPUTEUTIKY Sldyvwon ard tov HFEA OMIM number
1 (PI.GN gene) Multiple Congenital Anomalies Hypotonia — 614080
Seizures Syndrome 1
5 Alpha Reductase Deficiency (5ARD) insofar as that condition
2 . - 264600
affects males, with simultaneous sex determination
3 |Acute Intermittent Porphyria 176000
Acute Recurrent Autosomal Recessive Rhabdomyolysis
4 (ARARRM) 268200
5 |Adrenoleukodystrophy (Adrenomyeloneuropathy) 300100
6 |Agammaglobulinaemia 300755
7 |Aicardi Goutieres Syndrome 1 (AGS1) 225750
8 |Alagille Syndrome 118450
9 |Alpers Syndrome 203700
. . - +107400
10" (Alpha-1optitpein deficiency (where two Z alleles are inherited)
11 |Alpha-mannosidosis 248500
12 |Alpha thalassaemia/mental retardation syndrome* 301040
13 |Alpha Thalassemia 141800
14 |Alports Syndrome 301050
15 |Alports Syndrome (Autosomal Dominant) 104200
16 |Alzheimers Disease - early onset 104300
17 |Amyotrophic Lateral Sclerosis 1 (ALS1) 105400
18 |Anderson Fabry Disease 301500
19 |Androgen Insensitivity Syndrome 300068
20 |Angelman Syndrome (UBE3A gene only) 105830
21 |Aplastic anaemia - severe*
22 |Argininosuccinic Aciduria 207900
)3 Arrhythmogenic Right Ventricular Cardiomyopathy/ Dysplasia
(ARVC/D), Autosomal Dominant
24 |Ataxia Telangiectasia 208900
25 |Autosomal Dominant Acute Necrotizing Encephalopathy 608033
26 |Autosomal Dominant Polycystic Kidney Disease (ADPKD) 173900
27 |Autosomal Dominant Retinitis Pigmentosa 604485
28 |Autosomal Dominant Retinitis Pigmentosa 180100
29 |Autosomal Recessive Dopa Responsive Dystonia 233910
30 A.utosomal Recgssive Severe Combined Immunodeficiency with 267500
Bilateral Sensorineural Deafness
31 |Bardet-Biedl syndrome (BBS) 209900
32 |Barth Syndrome 302060
33 |Battens Disease (infantile) 204200
34 Bef(a Hydroxyisobutyryl CoA Hydrolase Deficiency (Methacrylic 250620
Aciduria)
35 |Beta Thalassaemia* 141900
36 |Bethlem Myopathy 158810
37 |Bilateral Frontoparietal Polymicrogyria 606854
38 |[Birt-Hogg-Dube' Syndrome 135150
39 |Branchio-Oto-Renal Syndrome (BOR) 113650
40 |BRCA 1 (increased susceptibility to breast cancer) 113705




41

Breast Ovarian Cancer Familial Susceptibility (BRCA2)

612555 / 600185

42 |Bruton Agammaglobulinemia Tyrosine Kinase (BTK) 300300
43 |Calpainopathy 253600
44 |Canavan Disease 271900
45 |Cardiac Valvular Dysplasia 314400
46 |Carney Complex 160980 and 605224
47 |Carnitine Acylcarnitine Translocase Deficiency (CACT) 212138
Catecholaminergic Polymorphic Ventricular Tachycardia
48 (CPVT1) 604772
Catecholaminergic Polymorphic Ventricular Tachychardia 2
49 (CPVT2) 611938
50 |[Central Core Disease of Muscle 117000
51 Cerebral Autosomal Dominant Arteriopathy with Sub cortical 125310
infarcts and Leukoencephalopathy (CADASIL)
52 |Cerebral Cavernous Malformations (CCM) 116860
53 |Charcot Marie Tooth Disease 302800
54 |Charcot Marie Tooth Disease Type 2 609260
55 |Charcot Marie Tooth Disease, demyelinating, type 1A (CMT1A) 118220
56 |Chondrodysplasia Punctata 302950
57 |Choroideraemia 303100
58 |Chromosomal rearrangements (various)
59 |Chronic Granulomatous Disease 306400
60 |Citrullinaemia type 1 215700
61 |Classical Ehlers Danlos Syndrome 130000/ 130010
62 |Coffin-Lowry Syndrome 303600
63 |Cohen Syndrome 216550
64 |Congenital Adrenal Hyperplasia (21 hydroxylase deficiency) 201910
65 |Congenital Disorder of Glycosylation type 1a 212065
66 |Congenital Fibrosis of the Extraocular Muscles 135700
67 |Congenital Myasthenic Syndrome (COLQ gene 603033) (Type Ic) 603034
68 |[Congenital Secretory Chloride Diarrhoea 214700
69 |[Congenital Stationary Night Blindness 310500
70 |Conradi-Hunermann-Happle Syndrome 302960
71 Cowden syndrome (CS)/PTEN hamartoma tumour syndrome 601728
(PHTS)
72 |Craniofrontal Dysplasia 304110
73 |Crouzon Syndrome 123500
74 |Cystic Fibrosis 219700
75 |Cystinosis 219800
Czech dysplasia, metatarsal type also known as Progressive
76 " L . 609162
pseudorheumatoid dysplasia with hypoplastic toes
77 |Dentatorubral-Pallidoluysian Atrophy (DRPLA) 125370
78 |Desbuquois Dysplasia (DBQD) 251450
79 |Diamond Blackfan Anaemia* 105650
80 |Diarrheoa 5 with tufting enteropathy congenital 613217
81 |Distal Hereditary Motor Neuropathy type IIB 608634
82 |Dominant Dystrophic Epidermolysis Bullosa 131750
83 |Donohue Syndrome 246200
84 |Downs syndrome 190685
85 |Dravet Syndrome 607208
86 |Dyskeratosis congenita (Male embryos only) 305000
87 |Dystonia 1 Torsion Autosomal Dominant (DYT1) 128100
88 |Early-onset Alzheimer disease Type 3 & 4 607822 / 606889
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89 |Ectodermal dysplasia (Hypohidrotic) 305100
90 |Ectrodactyly, Ectodermal Dysplasia, Clefting Syndrome (EEC) 129900
91 |Ehlers-Danlos Type IV 130050
92 |Elastin (ELN)-related Supravalvular Aortic Stenosis 185500
93 |Ellis-Van Crevald Syndrome 225500
94 |Epilepsy, female restricted, with mental retardation (EFMR) 300088
95 |Facioscapulohumeral Dystrophy 158900
96 |Factor XIII deficiency 613225
97 |Familial Adenomatous polyposis coli (FAP) 175100
98 |Familial Dysautonomia 223900
99 |Familial Hemophagocytic Lymphohistiocytosis (FHL) 603553
100 |Familial Hypertrophic Cardiomyopathy 4 (CMH4) 115197
101 |Familial Paranganglioma Syndrome (PGL1) 168000
102 |Fanconis Anaemia A* 607139
103 |Fanconis Anaemia C* 227645
104 |Fragile X Syndrome 309550
105 [Fraser Syndrome 219000
106 |FRAXE 309548
107 |Fried Syndrome 300630
108 |Frontotemporal Dementia 600274
109 |Galactosialidosis (early infantile and adult/ juvenile types) 256540
110 |Gangliosidosis (GM1) 230500
111 |Gaucher's Disease (Type Il) 230900
112 |Gaucher Disease Type llI 231000
113 |Glutaric Acidemia (aciduria) 231670
114 |Glycogen Storage Disease Type 1A 232200
115 |Gonadal mosaicism
116 |Gorlin Syndrome 109400
117 |Greig's Cephalopolysyndactyly 175700
118 |Haemophilia A 306700
119 |Haemophilia B 306900
120 |Harlequin Ichthyosis 242500
121 |Hereditary diffuse gastric cancer 137215
122 Hereditary Haemorrhagic Telangiectasia or Rendu-Osler-Weber 187300

Syndrome
123 |Hereditary motor and sensory neuropathies 302800
124 |Hereditary Multiple Exostoses Type |l 133701
125 Hereditary Nonpolyposis Colorectal Cancer: Lynch Syndrome

(for all subtypes)
126 |Holt Oram Syndrome 142900
127 |Homocystinuria 236200
128 |Homozygous familial hypercholesterolaemia 143890
129 |Hunters Syndrome 309900
130 |Huntingtons Disease (Huntingtons Chorea) 143100
131 |Hydrocephalus 307000
132 |Hydroxyisobuyryl CoA Hydrolase Deficiency 250620
133 |Hyper-IgE Recurrent Infection Syndrome, Autosomal Dominant 147060
134 |Hyper IgM Syndrome - Hypogammaglobulinaemia* 300386
135 [Hypochondroplasia 146000
136 |Hypophosphatasia (Infantile/ Perinatal lethal) 241500
137 |Hypophosphatemic Rickets: X-linked dominant (Xlh) 307800
138 |Hypospadias (severe)
139 |[Ichthyosis 308100
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140 |ldiopathic Arterial Calcification of Infancy 208000

141 |Incontinentia Pigmenti 308300

142 |Infantile Neuroaxonal Dystrophy 1 256600

143 |Inflammatory Bowel Disease, Early-onset (IBD28) 613148 / 612567

144 IPEX Syndrome (I-mmunodeficiency, Polyendocrinopathy and 304790
Enteropathy, X-Linked)

145 |Juvenile Retinoschisis 312700
Kearns Sayre Syndrome (KSS)/ Pearsons Marrow-Pancreas

146 Syndrome (PMPS) 530000 / 557000

147 |Krabbe Disease 245200

148 |L—-2-Hydroxyglutaric aciduria 236792

149 |Leber's hereditary optic neuropathy / Lebers Optic atrophy 535000

150 |Leber Congenital Amaurosis 204000 / 204100

151

Leigh's (subacute necrotising encephalopathy of childhood)

516000; 516002; 516005; 516006

Leigh Syndrome (Infantile Subacute Necrotising

152 Encephalopathy) 185620
153 |[Lenz syndrome 309800
154 |Lesch Nyan Syndrome 300322
155 |Lethal Multiple Pterygium Syndrome (LMPS) 253290
156 |Leukocyte Adhesion Deficiency (Type I)* 116920
157 |Li-Fraumeni Syndrome 151623
Long Chain 3-hydroxyacyl-CoA Dehydrogenase Deficiency
158 (LCHAD) 609016
159 |Long QT Syndrome Types 1,2,3,5 &6 613688
160 |Lowe Oculocerebrorenal Syndrome 309000
161 |Lymphoproliferative Syndrome 308240
162 |Lynch syndrome / HNPCC (MLH1 gene) 609310
163 |Lynch syndrome / HNPCC (MSH2 gene) 120435
164 Macular Dystrophy (childhood onset - variant of Retinitis 312600
pigmentosa)
165 [Macular Dystrophy Retinal 2 608051
166 |Malignant Infantile Osteopetrosis 259700
167 |Maple Syrup Urine Disorder (MSUD) 248600
168 |Marfan Syndrome 154700
169 |Meckel-Gruber Syndrome Type 3 607361
170 |Medium-chain acyl-Co A dehydrogenase 231680
171 |Medium-Chain Acyl-CoA Dehydrogenase Deficiency 201450
172 MELAS (Mitoc.hondrial encephalomyopathy, lactic acidosis and 590050
stroke-like episodes)
173 |Menkes Syndrome 309400
174 |Metachromatic Leukodystrophy 250100
175 |Methylmalonic Aciduria and Homocystinuria 277400
176 |Micro Syndrome (WARBM) 600118
177 |Mitochondrial DNA Depletion Syndrome 2 (myopathic type) 609560
178 [Mucolipidosis type Il 252500
179 |Mucopolysaccharidosis Il (MPS-IIl) Type B 252920
180 |Mucopolysaccharidosis Il (MPS-IIl) Type C 252940
181 |Mucopolysaccharidosis Il (MPS-IIl) Type D 252930
182 |Mucopolysaccharidosis Type | (MPS I) 607014, 607015, 607016
183 [Mucopolysaccharidosis type VI 253200
184 Multiple acyI-CqA de'hyd‘rogenase deficiency (MADD) (also 231680
known as glutaric aciduria type Il)
185 |Multiple Endocrine Neoplasia (Type I) 131100
186 |Multiple Endocrine Neoplasia Type 2A (MEN type 2A) 171400
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187 |Multiple Endocrine Neoplasia type 2B (MEN 2B) 162300
188 |Multiple Epiphyseal Dysplasia Type 5 (MED5) 607078
189 |Multiple Exostoses 133700
190 |Multiple Lentigines Syndrome (LEOPARD Syndrome) 151100
191 |Multiple Pterygium Syndrome Lethal Form(LMPS) 253290
192 |Muscle-Eye-Brain Disease 253280
193 |Muscular Dystrophy-dystroglycanopathy Type A5 613153
194 |Muscular Dystrophy (Beckers) 300376
195 |Muscular Dystrophy (Duchenne) 310200
196 |Muscular dystrophy (Occulopharangeal)
197 |Muscular dystrophy, Limb-Girdle (LGMD) Type 1B 159001
198 |Myoclonic epilepsy and ragged red fibres (MERFF)
199 |Myotonic Dystrophy 160900
200 [Myotublar myopathy 310400 / 300219
201 |Nephrogenic Diabetes Insipidus (NDI) 304800
202 |Neurofibromatosis type | 162200
203 |Neurofibromatosis type I 101000
204 Neurogenic muscle weakness, ataxia, retinitis pigmentosa 516060
(NARP)
205 |Niemann Pick Disease Type A 257200
206 |Niemann Pick Disease Type C 257220
207 Non-Ketotic Hyperglycinaemia (NKH)/ Glycine Encephalopathy 605899
(GCE)
208 [Noonan Syndrome 163950
209 |Norrie Disease 310600
210 |Oculocutaneous Albinism Type 1A 203100
211 |Oculocutaneous Albinism Type 1B 606952
212 |Omenn Syndrome 603554
213 |Optic Atrophy 1 165500
214 |Ornithine carbamoyl transferase Deficiency (OTC) 300461
215 |Ornithine transcarbamylase deficiency (OTD) 311250
216 |Osteogenesis Imperfecta (Type Il) 120160
217 |Osteogenesis Imperfecta (Type Ill) 259420
218 |Osteogenesis Imperfecta type 1A 166240
219 |Osteogenesis Imperfecta type IV, type V, type VI 166220/ 610967 / 610968
220 |Osteogenesis Imperfecta Typel (OI1) 166200
221 |Osteopetrosis with Renal Tubular Acidosis (OPTB3) 259730
272 Osteo.petrosi.s, Autosomal Recessive 5 and Osteopetrosis, 259720
Infantile Malignant 3
223 |Ostheopathia Striata with Cranial Sclerosis (OSCS) 300373
224 |Otopalatodigital syndrome (Type 2) 304120
225 |Pachyonychia Congenita Type 1 167200
226 |Paragangliomas 4 (plg 4) 115310
227 |Partial Lipodystrophy, Familial (Type 2) 151660
228 |Pelizaeus Merzbacher Disease 312080/ 311601
Peroxisome Biogenesis Disorders PBD (Zellweger Syndrome
229
Spectrum ZSS)
230 |Phenylketonuria (PKU) 261600
231 |Plakophilin 1 (PKP1) associated ectodermal dysplasia syndrome 601975
232 |Polycystic kidney disease 263200
233 |Pompe Disease (early onset) 232300
934 Pontocerebellar Hypoplasia type 1a, type 2a, type 2b, type 2c, 607/5253/821717/4288/02§2/3§§5/765;2/390

type 2d, type 3, type 4, type 6

611523
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235 |Pontocerebellar Hypoplasia type 1B (PCH1B) 614678
236 |Popliteal Pterigum Syndrome 119500
237 |Prader Willi Syndrome 176270
)38 Progressive Familial Intraheptic Chloestasis Cholestasis Type 1 211600
(PFIC1)
239 |Propionic Acidemia 606054
240 |Pseudoachondroplasia 177170
241 |Pseudohypoparathyroidism PHP1a 103581
242 |Pyrodoxine-dependent seizures 266100
243 |Pyruvate Dehydrogenase E1-beta Deficiency 179060
244 Recess.ive' Dyst'rophic Epidermolysis Bullosa* (Halleau-Siemens variolt
& Herlitz junctional)
245 |Recurrent Digynic Triploidy
246 |Recurrent hydatitiform mole 231090
247 |Renal Coloboma Syndrome 120330
248 |Retinitis Pigmentosa 300455
249 |(Retinoblastoma 180200
250 |Retinoschisis (Juvenile) 312700
251 |Rett Syndrome RTT and Neonatal Encephalopathy 312750/ 300673
252 |[Rhesus disease/ Haemolytic Disease of the Newborn (HDN)
253 |Rothmund-Thomson Syndrome (RTS) 268400
254 |Sandhoff Disease 268800
255 |[Sanfilippo or Mucopolysaccharidosis Type Il A 252900
256 |Sanjad Sakati Syndrome 241410
257 |Seathre-Chotzen 101400
258 |(Senior Loken Syndrome 6 610189
259 |Sensorineural deafness - autosomal recessive non-syndromic 220290
260 |(Severe Combined Immune Deficiency (x-linked) 300400
261 |Severe Combined Immunodeficiency — autosomal recessive 600802
262 |Severe Combined Immunodeficiency (SCID) 601457
Severe Combined Immunodeficiency (SCID) (Adenosine
263 Deaminase (ADA) deficient) 102700
264 |Sickle Cell Anaemia* 603903
265 |Simpson Golabi Behmel Syndrome Type 1 312870 (to detect affected males)
266 [Smith Lemli Opitz Syndrome 270400
267 |Spastic paraplegia
268 Spinal and Bulbar Muscular Atrophy X-linked (Kennedy disease) 313200
(in affected males embryos)
269 |Spinal Muscular Atrophy (SMA1) 253300
270 |Spinal Muscular Atrophy and Respiratory Distress (SMARD1) 604320
271 |Spinocerebellar Ataxia Type 1 (SCA1) 164400
272 |Spinocerebellar Ataxia Type 2 (SCA2) 183090
573 SPinocerebeIIar Ataxia Type 3 (SCA 3) (Machado Joseph 109150
Disease)
274 |Spinocerebellar Ataxia Type 6 183086
275 |Spondyloepiphyseal Dysplasia Congenita 183900

108300 / 609508, 604841, 184840,

276 |Stickler Syndrome type 1, 2, 3 and autosomal recessive 120210
277 |Stuve-Wiedemann Syndrome 601559
278 |Succinic Semialdehyde Dehydrogenase Deficiency (SSADHD) 271980
279 |Surfactant Metabolism Dysfunction, Pulmonary 1 (SMDP1) 265120
280 |Tay Sachs Disease (infantile onset) 272800
281 |Torsion Dystonia 128100
282 |Townes-Brocks Syndrome 107480
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283 |Treacher Collins Syndrome 154500

284 |Treacher Collins Syndrome Type 2 (TCS2) 613717

285 |Tuberous Sclerosis (TSC2) 191100

286 |Turner's syndrome (Mosaic)

287 |Tyrosinaemia Type 1 276700

288 |Ullrich Muscular Dystrophy 254090

289 |Von Hippel Lindau (VHL) Syndrome 193300

290 Walker Warburg Syndrome (Muscular dystrophy 236670
dystroglycanopathy)

291 |Wiscott-Aldrich Syndrome* 301000

292 |Wolcott-Rallison Syndrome 226980

293 [Wolman's Disease (Acid Lipase Deficiency) 278000

294 X-Linked Emery-Dreifuss Muscular Dystrophy (EDMD) (Male 310100
embryos only)

995 X-Linked Lymphoproliferative Disease Type 2 (XLP2) (Male 300365
Embryos Only)

296 |X-Linked Thrombocytopenia (XLT) 313900

297 |X Linked Retinitis Pigmentosa (RP3) 300029

AcBéveleg TwV omolwyv N vaptor! ano tov HFEA sivau o€ €€€ALEn (€wg OMIM number
tov lovALo 2014)

298 |Aarskog syndrome 305400

299 |[Mitochondrial trifunctional protein deficiency 609015

300 |Sotos Syndrome 117550

301 |Renal cysts and diabetes syndrome: RCAD 137920

302 [Muenke Syndrome 602849

193500, 193510, 600193, 606662,

Waardenburg Syndrome (Type |, lla, Ilb, lic, 1id, lle, 11I, IVa, IVb, 608890, 611584, 148820, 277580,

303

Ve) 613265, 613266
304 |X linked Periventricular Heterotopia 300049
305 |CHARGE Syndrome 214800
306 |Spinocerebellar ataxia 7 (SCA 7) 164500
307 |FRAXE 309548
308 |Homocystinuria 236200
309 |Optic Atrophy 1 165500
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