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1. EISATQrIKO SHMEIQOMA:

O topéac TG BlomAnpodoplknC XPNOLUOTIOLEL WG EPYAAELO TNV TEXVIKN YVWON TIOU MG
TapEXEL N MANPOGOPLKN HE OTOXO TN Slaxelplon, enefepyaocia kot avaAuon BLOAoYKWV Kal
LOTPIKWY Oebopévwy. Itnv epyacio auth, pe tnv Bonbeswa tng BlomAnpodopiknc kat
OUYKEKPLUEVA TWV TIPOYPOHUATWY KOL OTOLKEIWV Tou aut pag eéaodalilel, adevog
epeuvnBOnke evdelexwg To avBpwrvo yovidio HEXA, 0mou pe tnv €kdpaon ToU TTapAYETOL N
TMPWTEVIKA dAda umopovada Tou Aucoowikol eviipou B-e€ooapvidaon A kal apeTépou
€€eTAOTNKE Ml ONUELOKN) UETAANOEN O QUTO, N omolo 0dnyel O QAVILKOTAOTOON EVOG
OHLVOEEDG TNG PUCLOAOYLKAG TIPpwTElvNG. Emumpoobeta, Stamotwdnkav Stadopég HeTaly TG
dUCLOAOYLKNC KoL LETOANQYLEVNG TIPWTETVNC Kol EMELTa oL U0 QUTEC AUVOELKEC AAANAOUXIES
Tou avBpwrmou ouykpiBnkav pe 0opBOANOYEC TOUC OTOV TIOVILKO KOl OTOV opoupaio,
KataAnyovtag £T0L 0TN ONUAVTIKOTNTA TNE LETAAAXENG QUTAG oTNnV gpdavion tng vooou Tay
Sachs, ouoyetilovtac moapaAAnAa tnv aAlayrn TG oTEPEOSLATAENC TNC MPWTEIVNG HE TN
AelToupyia tne.

2. TO FTONIAIO HEXA KAI H ITPOTEINH B-EZO3AMINIAASH A:

Aoun MPpWTIEivNG:

Me tnv é€kdpaon tou yovidiou HEXA, mapdyetalr n aAda uvmopovada tou eviUpou B-
e€ooapvidaon A. H B-e€ocapvibaon A avrKel oTnv MPWTEIVIKN olkoyévela 20, SnAadn Twv
YAUKOOLSO0WV Kol TIPOKELTAL yla €va AUCOOWHLKO €viupo. Elval emiong Sipepko €viupo,
adoU ouvtiBetal anod tn cuvévwaon dUo EExwPLoTWV UTopovadwy, TNG aAda Kal piog BrAta
umopovadag, n omnoia kwdikomoleital ano StadpopeTikd yovidlo. Ot U0 AUTEG TTPWTEIVIKEG
UTTOHOVASEG £XOUV LETOED TOUC KOWVO TtEPLIoU To 60% tng aAANAoUXLOC TWV AULVOEEWY TOUG.
ErmumAéov, ot ouvbuaopoli toug ava &vo, Snuwoupyolv Ta Suo woevlupo TNG B-
e€ooapwvidaong A, tnv B-e€ocauwvidaon B (BRta-Bnta) kat tnv B-e€ocauwvidacn S (aAda-
dAdpa).t

Ew.1: H B-e€oocapviddon A (HexA) kat ot U0 urtopovadec tne, alda kot Brita.?
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AgLtoupyia:

Onwg Kot ta umoAouta €viupa, €tol Kat n B-e€ocauwvidbaon A, KATAAUEL GUYKEKPLUEVEC
XNHLKEC AVTLOPACELG TWV KUTTAPWY, cuvteAwvtag otn dtatrpnon tne {wnc. Eldikotepa, adou
aneAeuBepwOel oo to evOOMAACUATIKO SIKTUO KoL To cUMITAeypa Golgi, 6rou mapayeTal Kot
tpornornoleital avtiotoya, N B-e€oocapvidacn A CUVSEETAL LE LA TIPWTEIVN EVEPYOTIOLNTH,
v GM2. Mévo adou yivel auto, n alda umopovada tng duvatat va Staomd PLeTafl AAAWV
Kal YAUKOAUTiSLa oTto veuplkd cuotnua, onmwc ta GM2 yayyAlooidla, otwv omolwv thv
uSpoAucn KATEXEL KABOPLOTIKO poro.3

Ta GM2 yayyAlooidia, sival ouvBeta yAUKoAuTiSila Tou amoteAouvtal and pla Kepapidn
ouvdebepévn pe €va yAukavio. Emewta amd TtV Tapoywyr) Kol TPOTOMOoLnon Toug,
KatevBUvovTal Kol KATAANYOUV O€ TAQCHOTIKEG MEUPPAVEC VEUPLKWY KUTTAPWY, art’ OTIoU
oUMBAAAOUV OoTNV OpaAn AELTOUpyldt TOU KEVTPLKOU VEUPLKOU cuotrnuatog, dedopévou OTL
Bpiokovtal eVIOG KAVOVLIKWY OplwVv CUYKEVTPWONG. AUTO, PoUTIOOETEL TOV KATOBOALOUO TOUG
amno tn B-e€ocapidivaon A kot Kot' EMEKTOON TNV amoduyn TNE CUCCWPEUONG TOUG.

GalNAc

NANA

/

Ew.2: Méplo GM2 yayyAlooidiou *

Kata tnv udpoAuon evog popiou GM2 yayyAloadiou amod tnv B-e€ocapwvidaon A, adou autn
npwta £xel ouvdebel pe TV Mpwtelvn evepyomolnt) GM2, MPayUATOTMOLETAL ATTOKOT) TNG
GalNAc amnoé auto, petatpenovtag to oe GM3 yayyAlooidio kal n avtidpaon autr SteuBeteital
QTOKAELOTIKA oo TNV aAda umopovada tng B-e€ocapvidaong A. Auth n e€eldikevon g
TMPWTEIVIKAC aAda uTtopovadag e€nyeital tooo and tnv dour Bpoyxou (apwvoééa otic BEoelg
280-283) mou OaBEtel, n omoia amouotalel amd tnv PAta umopovada Adyw META-
HeTAPPAOTIKAC adaipeong TNG amod auTthv, 000 KAl OO TNV TOPOUCLO TWV AULVOEEWV
aAsn423 kat aArgd24 otnv apwvoikn aAAnAouxia tng aAda vmopovadag, Ta onola n Bnta
urtopovada eAAeimetal. Ta SOHKA XOPAKTNPLOTIKA autd, sfacdalilouv tn oluvdeon Tou
€vepyoU KEVTPOU TNG aAda umopovadag Pe TV mPwTeiv GM2, evw mapaAAnAa to aptvofl
aAsn423  eival kpiolo yla tnv otabepormnoinon péow deopwv udpoyovou tou NANA (N-
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OKETUAOVEUPOULVIKOU 0f€0¢) Tou GM2 vyayyAlooldiou oTo evepyd KEVIpO TNG OAda
uTtoplovadag, yla emtuyn aviidpaon.

Ewk.3: AtaSikaoio arnodounong GM2 yayyAlootdiou °

H SuoAsttoupyia g B-g€oocapvidbaong A, n omoia odeiletal oe kamola PETAAAAEN TTOU
ennpealel ™ Sdopn kol Astoupyia kamolog umopovadag tng, odnyel oe €va ouvoAo
nabnoswy, TIg yayyAloowbwoeslc GM2 onwg tn vooo Tay Sachs kat tnv voco Sandhoff, ot
omole¢ odeilovral o HeTAANALELG oTa yovidla Tou Kwdikomololv tnv aida Kot BrAta
umopovada avtiotolxa. Kowo xapaktnplotikd twv GM2 yayyAlooldwoswv eival n
SuoAeltoupyia TOU KEVTPLKOU VEUPLKOU CUCTHUATOC.

Enopévwe, SuoAettoupyla tng mpwteivikng aAda umopovadag Aoyw HetaAAaéng oto yovidlo
HEXA, n omolia ennpealel kat T pucololoyikn Asttoupyia tng B-e€ooautdivacnc A, odnystl
otnv kuplotepn popdpri GM2 yayyAlosidwong, tnv vooo Tay Sachs ©:

Phenotype Phenotype
Location | Phenotype MIM number |Inheritance | mapping key
15923 [Hex A pseudodeficiency] 272800 AR 3
GM2-gangliosidosis, several forms 272800 AR 3
Tay-Sachs disease 272800 AR 3

Nivakag 1: Yxoelg yovidiwv — pawvotunwy (gene-phenotype relationships)

H vooog Tay Sachs pmopet va epdaviotel os tpeic SLapopeTIkEC LOPDEG:
e Ofela mpwiun N Bpedikn popdn
e Ymofeia veavikn popdn
e Xpovia popdr twv evnAikwv (ne kaBuotepnpévn epdavion)
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HEXA Disorders: Included Phenotypes
Biochemical phenotype Clinical phenotypes

e Acute infantile Tay-Sachs disease
e Subacute juvenile Tay-Sachs disease
e Late-onset Tay-Sachs disease

Beta-hexosaminidase
A deficiency !

Nivakag 2: Mopdég vooou Tay Sachs
3. SHMEIAKH METAAAA=H G269S KAl H NOX0OZ TAY SACHS:

H G269S mpOKELTAL YLO U0 OO TLG TILO CUXVEG ONUELOKEG UETAAANALELG OTN VOUKAEOTIOLKN
aAAnAouyxia Tou yovidiou HEXA Kot TIPOKUTITEL OO QVTLKOTAOTOON HUIOC HOVO alwToUuXaG
Baong amo pia aAAn. Avalutikotepa, n alwtouxa Baon Mouavivn (G) otn B€on 805 NG
KwALKNC TOAUVOUKAEOTISLIKAG aAuoidag, avtikabiotatal anod tnv alwtouxa Bacn Adevivn (A),
pe amotédeopa To KwSkovio GGC tou DNA va petatpenetat oe AGC. H ouykeKplpévn
OVTLKOTAOTAON, TOU EVOC AUTOU KWELKOVIOU TOU aVOLKTOU MAaLoiou avayvwaong tou DNA, €xel
w¢ emakoAouBo tnv mapaywyn Hiog mpwteivng pe apwvolikr aAAnAouyia mou Stadépel anod
™ dpuactoAoyikn TnG aAda urtopovadac tng B-e€oocapvidaong A, LOVO WG PO TO YEYOVOG OTL
otn B€on 269 tn¢ apwvollkng aAAnAovyioag dpEpet to apvoll Zepivn (S) avti yia Mukivn (G),
TO omoio kwdLKomolelTal oe HUOLOAOYIKEG oUVONKEC. AELOONUELWTO, TWG N LETAAAOEN QUTH,
yivetal mAnaciov evog BepéAlou ylo To evepyo KEVTPO UTIOAE(ppaTOC (aHis262), yeyovoc mou
davepwvel Tn coPapotatn enintwon mou Ba €xeL auth N HeETAANaEN oTtnv otepeodiataén tou
€VEPYOU KEVTPOU TNG MPpwTeivng.

JUUTEPACHATIKA N TIPWTEivn Tou kwdikomoleltal £xel dlapopeTikr) otepeodiataln anod t
duaololoyikn ¢ aAda umopovadag emdpwvtag otn Suvatotnta Sipeplopol tou evipou B-
e€ooapvidaon A aAAG kal otnv Mpocdeon Ue TNV MPwTeivn evepyomolnt GM2 . Xavetat £ToL
N AetoupykotnTa tng aAda umopovadag kot tou eviUpou B-e€oocapvidaon A, Le avtikTumo
NV MPoodeuTikn cucowpeuon GM2 yayyAlooldiwv ota eykedaAlKad Kl VEUPLKA KUTTOPA Kl
LLE QUTO TOV TPOTIO N CUYKEKPLUEVN HETAANAEN 06NnNya oTn Xpovia popdn tng vooou Tay Sachs.

H vooog Tay Sachs eival piot 0UTOCWHATLKY, VEUPOEKPUALOTIKA YEVETIKN Slatapoxn tng
omolag¢ Ta CUPMTwHATA emdelvwvovToLl SLapkwE HE TNV MApodo Tou XpOvou, odnywvtag
ouxva KalL otov Bavato tou maoxovtoC. Odeiletol o umoAsumopevo yovidio dniadn
epudaviletal otav Evag opyaviopog dEpeL oto yovidiwpa Tou, To PeTaAAaypévo yovidlo og
opoluyn kataotaon. MNapapével aviatn €wg Kal CrUEPQ.

H xpovia popdn twv evnAikwy amavtatal oe atopa oo TV NAkia twv 10 eTwy, yiveTal OpWE
QVTIANTITH HE PEYAAn KaBuoTépnon, KATd TNV evnAlkiwaon. MpoKaAel Ta ENG CUMMTWHOTAL:

e HULKNA aduvapia TwV KATW AKPWV, HULKN atpodia

e £AAewpn ouvtoviopou

e TpoOUO

e Suoapbpia

e JSuotovia

o uylaTplkéc ekSNAWOELS OTtwC ofela Puxwon 789
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Eik.3: ATELKOVLON ATOMOU PE atpodia KATW AKPWV, CUUTTTWHA TNE Xpoviag vooou Tay Sachs
10

4. TONIAIAKH OE2H KAl AOMH rONIAIOY:

To yoviSio HEXA , evtomiletal oTn XpWHOOWULKN Ttieploxn 1523, n onola umAyetoL oTov
HOKPUL Bpaxlova Tou xpwpatoowpatoc 15 Tou avBpwriivou yoviSltwpatog. Eumneptéxel 14
efwvia Kat 13 wtpovia. 1!

15g23

EwK.4: 15° QUTOOWUATIKO XPWHATOOWHO 2
5. XAPTHZ MEPIOPIZTIKON ENAONOYKAEAZQN TOY cDNA TOY ITONIAIQY:

OL TIEPLOPLOTIKEGC €VOOVOUKAEAOEC OUVIOTOUV Mo Katnyoplo evIUPUWV PaKTNPLOKAG
npoéAeuvonc. Mapdyovtal Kupiwg oo ta BaKTpLla WG AUToApUVa evavtiov Baktnplodaywv
Lwv. Ovopalovtal evoovoukAedoeg 8LOTL kOBouv To DNA 0TO E0WTEPLKO TOU Hopilou Kot OxL
oTa AKPO, KOL TIEPLOPLOTIKEG SLOTL N SPOOTIKOTNTA Toug Ieplopiletal oto «EEvo» DNA mpog ta
Baktrpla. OL evOOVOUKAEACEC TEPLOPLOMOU avayvwpilouv Kal koBouv eldIkEC aAAnAouxieg
Tou SikAwvou DNA tou oU meplopilovtacg £tol tnv avtiypadry tou DNA tou oU Kol Tov
noAamAaolaopo tou. Tautoxpova, to DNA tou Baktnpiou mpootatevetal ano tn Spaon
Toug, S10TL oL el8LKEG aAAnAouyieg mou avayvwpilouv ol eEvOOVOUKAEATEC eival LEOUALWEVEG
oto Baktnplakd DNA. 13 4
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Mivakag 3: XAptng nMepLopLoTIKWY eviovoukAeaowv °

6. AOMH KAI MAHPO@®OPIES 1A THN AMINOZ=IKH AAAHAQOYXIA THS NMPOTEINHS [10Y
NPOKYNTEI A0 THN EK@PASH TOY TONIAIOY HEXA:

Auwoé&ik aAAnAovyio dAdba untopovadac tng B-e§ocapwvidaonc A: 1

e H aAda unopovada tng B-e€oocapvidaong A cuvtiBetal and 529 apwvoééa

e Moplako Bapog: 60688.81Dalton

e |oonAeKTPIKO onuelo (pl) To omolo avilotolyel otnv T tou PH otnv omola to kabapo
NAEKTPLKO popTio TOu apLVOEEDG elval UNSEVLKO. TNV MPOKELUEVN iepimTwon to pl =
5.04
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7. TOl02 [TAPOYZ3IAS [TPOTEINHS:

Nivakag 4: NpdPAePn Béonc npwteivng Y/
AopBavovtag umoyn Ta amoTEAECUATA OO TNV UTIOBOAN TNG apvoikng aAAnAouxiog tng

MPwTeivng o €€TOION UE OTOXO TOV MPOCTSLOPLOUO TWV TIEPLOXWV TIAPOUCLaC TNG, N MPWTELVN
evOExeTaL va eVTOTI{ETAL EVTOC TWV AUCGOCWHATWY TWV KUTTAPWV.

8. AEITOYPIIKES MNEPIOXES IMPOTEINHS:

Mivakag 5: AsttoupyLkéc epLoxéc duotohoyikrg mpwteivng 18

Nivakag 6: AslToupyLKn TEPLOXH TTOU eV epdavileTal OTO TILO TTAVW SLAYPAUHA

Emetta ano Stepelivnon ¢ apvoiknc aAAnAouxiag tng mpwteivng LeE 0TOXO TNV EVPECH TWV
AELTOUPYIKWV TNG TtEPLOXWV (domains), SLEEAYETOL TO CUMMEPACHO WG N TPWTELVN SlaBETel
HLot AELToupyLKN TtepLloxn TV BAH, n omoia wotdoo Sev eival opatr) 0To Staypappa SLoTL £xeL
ULKpOTEPN Pabuoloyia os oxéon He TNV gAaxlotn avaykoia Babupoloyia - katwdAo TLUA
(threshold) .

Ew.5: Asttoupytkr meploxr) BAH 1°
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H meploxn BAH €xel éktaon 114V apwoléwv (amo 1o 118 £wg kat to 231). Exel e value =
1343.81009382829. AviyveUeTal KUPLWE O0€ TTPWTEIVEG TwV OTtoLWV N Aettoupyia cuoxeTileTal
He TN Xpwpativn. MBavotata spmAéketal otn peBuliwon tou DNA kot otnv puBULON TNG
avtypadnc kat petaypadng auvtou.

Emtiong, n meploxn mou amelkovileTol 0TO IO TTAVW SLAYPAPUA LE TO XpwHa pol amoteAel pia
Low complexity region n meploxr xapnAng moAumAokotntog kat Sev Bswpeltal AsttoupyLkn
TiepLoxn. ZUpdwva e To poypappa SEG, o 6po¢ Low complexity region f mepLoxr XaunAng
TLOAUTTAOKOTNTAC, aVOPEPETAL OE LA TIEPLOXH XOUNANRG TIOAUTIAOKOTNTAG cUVBEDNC.

Nivakag 7: Meploxn xapnANG MTOAUTIAOKOTNTAC

H ouyKeKkpLUEVN ApXETAL Ao TtV B€on 4 TG apvoéiknc aAAnAouxiog Kal oTapatd otnv B£on
24, 6nhadn €xeL evpog 21 apwolta.

0 100 200 300 400 500

NMivakag 8: ALToUpYLKEC TIEPLOXES METOANAYEVNC TipwTEivng 2°

Agv mopatnpeitat kamota aAAayr otn AELTOUPYLKH TIEPLOXN TNG LETOAAAYUEVNG TTpwTEivnG. H
TLEPLOXN XAUNANG TTOAUTIAOKOTNTAC Kal N AElToupyLkn meploxr) BAH cuviotouv Kowvo onueio
TwV §U0 apvolikwv aAAnAoUXLWV.

9. META-METAQPASTIKES TPOMOINOIHIEIS MPOTEINHS, N-TAYKOZYAIQSH KAl MEOYAIQSH.

21 22

Quololoyikn npwrteivn-AAda untopovada B-e€ocauwvidaonc A:

N-IukoluAiwon:

O 0pog YAUKOLUAlWON avodpEPETOL OTNV TEPIMTWON OMOLOTOALKNG TIPOOSECNC UIKPWV
TIAEUPLKWY QAUCIOWV OALYyOOQKXOPITWY OTNV aoTiapayivn LG MpwTeivng kot mapdAAnAn
LETATPOT TNG MPWTEIVNG o€ YAUKOTIPWTEIVN. Mo va eival KatdAAnAn yia yAukoluAiwon n
oomapaylvn Hog mMPwTeivng MPETEL va cuvodeVETAL amd Lo CUYKEKPLUEVN oAAnAouyia
apwoséwv oxnuatifovtag to Tpuentidio : aomapayivn — apwvofu — oepivn fi Bpeovivn 23
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Ma va umapyxet mBavotnta va yYAukoluAlwBoUv oL acmapayiveg TG MpwTteivng, MPEMEL n
avaypoadopevn mbavotnta touc (potential) va Eemepva TNV KATWEALO TLLLI TTOU AVTLOTOLXEL
oe 0.5 (threshold).

Nivakag 9: Acmtapayiveg mou yAUKOZUALWVOVTOL KOlL OL BE0ELC TOUC

Aebop£VOU OTLKAL OL TEGOEPELG AOTIAPOYLVEC TOU TILO TTAVW Ttivaka (B€oelg 115,157, 291,295),
ol omoieg BplokovTal EVTOC TNE AMALTOUEVNG TPUTENMTIOLKAG aAAnAou)iag, £xouv miBavotnta
peyaAutepn amno 0.5, purnopouv OAeg Toug va yYAUKOZUALwOOoUV.

Nivakag 10: NAukoluAiwon TECOAPWYV ACTIAPAYLVWY TNG AULVOELKNC aAAnAouxiag

To 1o mavw Staypappa Sgixvel tnv mbavotnta va YAUKolUALWOEL kaBe pia amod Tig mo mavw
aomapayilveg EexwpLlotd, cuVapTRoeL TNG BEonc mou KataAapBAaveL n KABE o oTNV ALVOELKN
aAAnAouyia.

Dwodopuliwon:

Kata tn odwodopuliwon plag mpwtelvng emteAeital petadopd Kol mPooOnkn piog
dwodoplkng opadag, HE CXNUATIOUO OUOLOTIOALKOU SEGHOU, OTNV TTAEUPLKN aAuciSa evoc n
TIEPLOCOTEPWV AUVOEEWV TNG TpwTeivng, pe tn Bonbelwa evog eviupou. To €viupo Tou
TIPAYUATOTOLEL TNV avTidpacon ovoualeTal MPWTEIVIKN KWVACN Kol TO ooy oto omoio
nipooSévetal n dwodopikr) opada propet va eivat Tupoaivn, Bpgovivn f) ogpivn. 24
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Nivakag 11: MNiBavotnta apvoééwv Iepivn, Opeovivn, Tupooivn

JTo To MAvVw ypadnua, spudaviletal n mbavotnta Twv apwvoféwv Iepivn, Opeovivn Kot
Tupooivn tng aAda umopovadag tng B-e€ooauvidaonc A va dwodopuliwbBolv, avaloywg
¢ B€0n¢ ou evromnilovtal otnv apwvoéikn aAAnAouyia tnc.

Anapaitntn npounobeon yla va prmopouv va urtofAnBouv oe pwodopuliwon ta apvoea
auTa, gival n mbavotnta toug va Eemepva tnv Tun 0,5 (KatwdALo Tiun).

MetaAAayLEvn TPWTIEivn:

N-IukoluAiwon:

Nivakag 12: H petaAaypévn MpwTeivn onUeELWVEL TIG 1dLeg Bavotnteg yAukoluAiwaong e Tn
duololoyikrn mpwTeivn, SLOTL katd TNV HeETAAAaEN Sev Snuioupyeital kamola véa aAAnAouyia
TIou va mepAaUPAVEL O OELPA TO TPLOL ATIAUTOVUHEVA ApLVOEED Lol TNV YAUKOZUAlwon piog
OKOUN aomapayivng.
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Dwodopulwwon:

Nivakag 13: MNiBavotnteg dwodopUAlwong TwV APLVOEEWV LETAAAAYHEVNC TIPWTEVNG

H petoAaypévn mpwrteivn €xel peyaAltepn mbavotnta ¢wodopuAiwone amd T
duololoyikr). Me Tnv avikatdotaon Tou apvoééog Mukivn amo tn Zepivn, mopouolaletal
oto Swaypappa n duvatotnta dwodPopuliwong o pla emmAéov B€on NG OLVOELKAG
aAAnAouylag, kel omou €ywve n PetaAlaén. AAMwOTE auTo elval avapevopevo, SLOTL o€
avtiBeon pe tnv MNukivn, n Zepivn eival opada n omnoia pmopei va. pwodopuAlwbEL.

10. SYIKPISH @YSIONOlMKHS KAI METAANATMENHS AEYTEPOTAIOYS AOMHS THZ
[PQTEINHS: *

Quololoyikn:

[

ElK.6: Koppdtt tng Seutepotayous SO0UNRG TG GUOLOAOYLKNC TTPWTEIVNG

MetoAayuUEvn:

[

Ewk.7: Koppdrtt tng Seutepotayous SOUNG TNG LETOANQYEVNG TTPWTEIVNG

Yuve€etalovtag TIg deutepotayeic SopéC TG GUCLOAOYIKNC Kol HETAAAAYHEVNC TTPWTEIVNG,
SlamiotwveTal MwG N LETAAAAEN TTOU 08r)yNOE O AVTIKATACTACN TOU apvoééog Mukivn (G)
amo to apwvolu Iepivn (S), Sev mpokaAeoe allayr otnv dsutepotayr Sopr TnS MPWIELvNC.

H &eutepotayng doun kat tTwv dVo mMpwteivwv Sopeital kot amd a-£Alkeg(a) kot amod B-
ntuxwta ¢puAAa (b).
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11. JYIKPISH AMINO=IKHS AAAHAOYXIA2 TH2 [MPQTEINHS TOY ANOPQIIINOY
CONIAIQMATOS ME OPOOAOIES TH3 [MPQTEINES STON [TONTIKO KAl STON APOYPAIO: %6

Ewk.8: Juvef£taon tng avBpwmivng mpwIteivnc pe opBOAoYEG TNG o€ AANOUG OPYOVIOHUOUG

AvtutapaBarlovtag TG opvollkéG aAAnAouxieg Twv opBOAoywv MPWTEIiVWY amod TPELG
SLapopeTIkoUC OpyaVIOUOUG WG TIPOG To apvofl yYAukivn To omolo Bpiloketal otn B€on 269
™G opwvollkng aAAnAouxiag, €€AyOUHE TO OCUUMEPACUN TIWG TO apvofl autd eival
ouvtnpnuévo, SlotL pe efaipeon T peTaAAaypévn opwvollkl aAAnAouxia, OMou aUTO
avtikaBiotatal anod tnv oepivn, dlatnpeital Opolo, otnv idla akpiBwc BEon twv opBoloywv
TIPWTEIVWV KoL TWV TPLWV SLOPOPETIKWV OPYOVIOLWV.

MapoAo mou autol avrkouv o€ SLadpopeTIKEC TOEWVOULKEG BaBuideg, AOyw TNC SLadOPETIKAG
€€EAIKTIKNC TOUC TOPElOG, TO OUWOEU OUTO TOPAUEVEL QAUETAPANTO KOl OTOUC TPELG
0OPYOVLOUOUG ETIRERALWVOVTOC TOV KATAAUTLKO TOU pOAO 0TV otepeodlataln Kal Asttoupyia
NG MPWTEIVIKAG aAda umopovadag tng B-e€ocapvidaong A tou avBpwmou aAAd Kot TwV
AAwv 800 opyavIoUWV

JUUTEPAOUATIKA Ot Tepimtwon HeTaAaéng oto DNA kal aviKATAoTAONG OUTOU TOU
OUVTNPNHUEVOU OULVOEEDG, N TTPWTEVN XAVEL TN AELTOUPYIKOTNTA TNE UE OTIOTEAEGHO TO ATOLO
va mopoucLalel maboAoyiko pavotumo

12. 2XONIA KAl SYMIEPAI MATA:

H npwteivn mou napadyetoat pe tnv €kppacn tou yovidiou HEXA eivat n dAda umtopovada tou
evlUpou B-e€ooapwvidaon A. H petaMaln G269S oto yovidlo HEXA smidpépel tnv
avtikataotaon ¢ alwtovxag Pacng Mouvavivng amd tnv Adevivn otnv VOUKAEOTISIKNA
aAAnAouyia. Etol, otav to petaAlayuévo yovidlo PBpioketal oe opdluyn KOTAOTOON OTO
yoviSiwpa Tou avBpwrmou, MapAayeTal i MPWTEIVIKA uTtopovada otnv omola To aptvofy
Fukivn (G) ,To omolo Bpioketal otnv B£on 269 ¢ apvolikng aAAnAouxiag TG GpUCLOAOYLKAG
TMPWTEWVIKAG AAda umopovadag avikabiotatal and to auwvofl Iepivn (S), yeyovog mou
oAAGLEL TNV MpwTOoTAY Kal TPLtotayn dopn tng mpwTeivikAg aAlda umopovadag. Autr XAavel
TN AELITOUPYLKOTNTO TNG, YEYOVOG TTOU TPoEeVel TaBoAoyLko ¢aLvoTuTO.

H petaAAaén autn dev emnpedlet tn Seutepotayr Soun TNC MPWIEVIKNAG AAda uTtopovadag
n omola kot 0TI SUO TEPUTTWOELG, LETAAAAYUEVN KAl GUCLOAOYLKH], ATTOTEAELTOL ATTO O EALKEG

Kal B mTtuxwtd GpUAAQL.

To apwof0 TAukivn €ilval ouvinpnuévo otnVv TPWTEIVIKA aAda umopovada tng B-
e€ooapwvidaong A. Me tn ouvtpnon tou o opBOAoyeg TPWTIEIVEC QTMOUOKPUOUEVWV
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€€EAIKTIKA OPYAVIOUWY, YIVETAL GAVEPN N OVOYKALOTNTO TwV LSLOTATWY Tou oTn Soun Kot
AELTOUPYIKOTNTA TNG TTPWTEVNG. AUTO emIbeLkvUEL TN coBapdtatn enimtwon mou Ba umapéel
oTn otepeodlataén Kal OUVEMWC AELTOUPYKOTNTA TNG TPWIElvng og Tmeplmtwon
QVTIKOTAOTAONG TOU.

H petalhaypévn mpwteivn onuetwvel avénon t¢ nbavotntog dwodopuliwong tng Adyw
NG avVTIKATAoTacnC tn¢ NuKivng n omoia dev punopet va pwodopuAwbEel, e Tnv Zepivn, Eva
anmo Ta apwvofEa mou n TMALUpPLKN Toug aAucida Suvatal va umodextel kal va ouvoebel
OUOLOTIOALKA HE TN Pwodopik) opada. AuTO yivetal opatd Katd tn oUyKplon Twv
Staypappdatwy mbavotntoac dwodopuliwong tNg GUCLOAOYLIKAG KAl TNG HUETOAANAYUEVNG
npwteivng adou otnv Béon 269 tnc peTaAAAYUEVNC TIPWTEIVNG OOV UTIAPXEL Zepivn avtl
yla TAukivn, TpooTiBetal kol Mo KABETN ypAUU TOU aviutpoowrelel mbavotnta
dwaodpopuliwong peyautepn tou 0,5 (threshold).

IXETIKA pe TNV TBavotnta  yAukoludiwong, ©&ev eudaviletal kamota dtapopd peTafy
duoLoAOYIKNG Kal peTaANaypEVNG PwTeivng. H mpooBnkn tng Zepivng Sev emnpealel 1o
OULVOELKO TIEPIBAAAOV KATIOLOC aoTIaPAYiVNG, UE TPOTIO MOV va oxnUatileTal n amapaitntn
TPLada apLvoEEwY mou PO UTIOTIBETAL YLO TNV OUOLOTIOALKT) QLUTHA TTPOCONKN. ZUVETWE, N LOVN
UETA-PETAPPAOTIKA Tpomomoinon n omoila €xel avénuévn mbavotnta va cupPel otnv
petalAaypévn npwrteivn, os oxéon pe tnv puctlodoyikn gival n pwaodopuAiwon.

Ho T 0
NTCTC,
H cn, OH
|
OH

Ew.9: Auwo€l epivn (S) %7

Aev mapatnpeltal aAAoyr OXETIKA LE TG PUOULOTIKEG TIEPLOXEG TNC AAda uTtopovadag tng B-
e€ooapvidaong A, €neta amod tn HeTalaén mou udiotatal. JUUPwWVA PE TO TPOYPOUUA
SMART mou xpnotlpomolnonke, mopapével we povadikr AeltoupyLkn meploxn n BAH, n omoia
Sev aviyvevetal Aoyw xapnAng Baduoloyiac. Auto owg ocupBaivel S1OTL N petaAlaén Sev
evTomi{eTol EVTOC TWV Oplwv pUBULOTIKAG TEPLOXAG BAOEL Tou (Slou TTPOYPAUUATOG. ITNV
BBAloypadia yivetal avadopd os U0 aKOUN PUOULOTIKEG meploxEG (domains) tng alda
umopovadag. H pia ekteivetal amod to apwoty pe B€on 23 péxpt to 168 kat n aAAn amnod to
OWVoEL pe B€on 165 péxpl to 529. Aev avayvwplotnke amd TO CUYKEKPLUEVO TIPOYPOLLULO
TiBavov Aoyw xpronc S1adopeTIKWY TEXVIKWV TTPOOSLOPLOUOU TWV AETOUPYLIKWY TTEPLOXWV. H
gUPECN ULKPOU aplBpol puBULOTIKWY EpLOXWV otnV dAda urtopovada tng B-e€ocapvidaong
A Aettoupyel emaAnBeutika kat SikatoAoyel Tnv avaykn Sipeplopol tng B-e€oocapvidaong A
Kall Evwong TnG LE TPpwTEivn evepyomolntr) £T0L WOTE VoL AELTOUPYHOEL ATTOSOTIKAL.

H Mukivn (G) elvat éva vbpodofo, un mMoAkO aptvofl, SnAadr CUUUETEXEL O £va oUVOAO
vSpodoPwv aAAnAerdpacewyv pe AAAa LSpodoBa popla cupBailovtag otnv avadimiwon
TWV MPWTEiVWV. AVTIBETWG, N Zepivn (S) elval udpodIAo, TIOAKO apvofl. Av Kal pmopel va
BploKETAL TOOO OTO ECWTEPIKO OCO KAl OTNV ETLPAVELX TNG MPWTEIVNG SLABETEL TNV TTOAU
Spaotikn opada udpofudiou atnv MAEUPLKN TNG aAuaida, n omola £XEL TNV TAON Vo oXNUaTileL
6eopoUG udpoyovou pe AN TIOALKA pOpLa, OTIWCE TO VEPO, TIOU BPLoKETAL OTNV €EWTEPLKN
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eMpAveELa TNC MPWTEIVNG. Apa, av n Zepivn AaBeL tnv B6éon tng Mukivng, n dnuoupylia
TETOlWV OECOUWV OTn OUYKEKPLUEVN Bfon avil twv udpodoPwv aAAnAsmdpdacswv Oa
TipoKaA€ael aAAayn otnv otepeodlataln tng MPpwIeivng otov Xwpo Kat mapdAAnia avénon
TOU TTOALKOU XOpOKTH PO TNG TIPWTEVNG LE CUVETIELX OTNV AELTOUPYLKOTNTA TNG.

ErtumAéov, n mAgupikn aAuacida tng Mukivng, anoteAeital povo amo £va udpoyovo Kol auto
TO L81aUTEPO XAPOKTNPLOTIKO TNC tPoadidel Eexwploth sukapia kat eAsuBepia Kivnong Kat
TEPLOTPOPNC, WOTE va TALlEL KALPLO POAO OTOV OXNUOTIOUO ONUOVIIKWY SOHWV ylol TNV
oTEPEOSLAPOPDOWAON TNC MPWTEIVNG, OTIWC 0TPOPEC Kol BPOYXOUG, OTIG OTIOLEC lval aduvarto
va OUPUETEXOUV QAN apvoééa. To yeyovog autod, tovilel tnv oAébpla emimtwon tng
OVTLKATAOTAONG TNG otV  opwollk aAAnAouxia tn¢ aAda umopovadac tng B-
e€ooapvidaong A, amo tnv otepeopeyalutepn aAucida Tng Zepivng n omola neplopilel auth
™ SLOHOPPWTIKN EUXEPELD 0T B€on TNG avilkatdaotacng sumodilovrog £toL tnv opdn
avadimiwon tne dAda umopovadac.

Ew.10: Apwvo€0 Mukwn (G) 28

AKOUN, N YAUKivn BplokeTal Kovtd o€ éva KPLOLUO apvoly yia tn Stapdpdwaon tou evepyou
KEVTpou NG aAda umtopovadag, tnv aHis262 adol autr dpa wg SOTNG NAEKTPOVIWV 0 AN
OLVOEED TOU €VEPYOU KEVTPOU. H QVTIKATAOTAON KoL CUVETWG N Slatapoyx Tou OKEAETOU
KOVTQ OTNV TIEPLOXN EKELVN, UMOPEL va SLaTapAel TOV CUVTOVIOUO TWV QUIVOEEWY QUTWV UE
QMOTEAEOUA TNV Kakn avadimAwaon tng aAda umopovadag Kal TNV Kataotpodr) Tou evepyou
NG KEVTpOU.

Y& PUOLOAOYLKEC ouvOnKeg oL 0pBa avadumAwUEveG B-e€ocapvibaoeg A, Emelta anod tov
SlueplOpO TOUG OTO €VOOTMAQACHATIKO SIKTUO HETAKIVOUVTIAL O0TO oUUTAsypa Golgi yla
Tpomornoinon Kal £Melta KateuBUvovTal 0To AucOowa Omou dpouv. H cuoxEtion Aoumov tng
aAda pe tnv BrRta umopovada, n onoia cuppaivel oto evéomAaopatiko Siktuo e€aptatol amno
pLo e€16elkev puévn avadumAwpévn Stemadn petafd Twv SVo umopovadwv. H petaAAaén otnv
aAda umopovada Omwc Gavnke amod TA TUO MAVW OCUMMEPAcpata odnyel otnv Kakn
avadimiwon tng dAda uToHoVASaC KAl TOU EVEPYOU TNG KEVTPOU eMNPeAloVTOG TN GUVOALKN
Slopopdwon tou evlupou B-e€oocapvidbaon A, yeyovog rtou ite Oa tou anotpéPet tnv £€0do
TOU oo Tto evdomhaocpatkd Siktuo eite Oa Spaoel MAPEUTOSIOTIKA OTNV MPOCSSecn Tou
gVEPYOU KEVTPOU TG aAda urtopovadag pe tnv GM2 mpwTteivn evepyormolntr. AuTa £X0UV WG
QMOTEAEOUA HELWMEVN Slaomaon Twv GM2 yayyAlooldiwv Kal TEAIKA CUGCWPEUCT TOUG OTA
VEUPLKA KUTTOPA E aVTIKTUTIO TNV dnptoupyia tng vooou Tay Sachs, 2° 303132 33

OAokAnpwvovtag, enefnyndnke nmwe n petallaén G269S oto avOpwrivo yovidio HEXA
Slapoporolel tn Soun NG MpwTeivng N omola mapayetal o€ GUGLOAOYLIKEG CUVONKEC KOl TIWG
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n aAlayn tng SOUNC UTopel va emipEpel TNV OMWAELA TNG AELTOUPYLOC TNC TIPWTEIVNG,
oupBaiAovtag £tol o taBoloyikd dpatvotuTo.
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