MPOMENNHTIKH AIATNQZI>
2YITTENQN ANQMAAIQN TOY EMBPYOY
KATA TO TPQTO TPIMHNO THXZ KYHZEQZ

K. . KOAIOMOYAQOY, N. E. XANAANOY,

'O 'ApIOTOTEANG OTO €pyo TOU  «A |
moepi 14 (wa icTopial»
AVAQEPETAL 0TV  OUVOTOTNTA KABOPITHOU
100 @UAOU OTO ayévvnrto Ttaldi, pe KPITH-
pla TIG KIVAOEI TOU €UPPUOUL 1 aKOpa TRV
YEVIKN) KOTAoTaol Tr¢ PNTEPAC. TA TEAEL-
Taia xpovia €xouv avarttuxdn akpiBeiq te-
XVIKEG ylO TV PEAETN TOU ovBpwTIivou €Y-
Bpoou pEca otn pnTPO.

>ta péoa 100 1950 wplopéva epya-
OTAPIO OVOKOIVWaOOV, OXEBOV TAUTOXPOVA,
0TI 0 KOBOPIOPOC TOU PUAOL WTIOpPEL Va yi-
vn €€eTAdoVTag TV QUAETIKA] XPWUOATIVN
oTa KOTTapa 100 auviokol Oypol(l ). Me-
piTou O€Ka XPOVIO HETA, WPICUEVEC OUA-
0EC EPELVNTWV AVOKOIVWOaV TIWE OX1 POVOV
gival duvatog 0 KaBopIGUOE TOU @UAOL dIA

[ZZ. 'H 1600 evdlopépouaa auth ,MEAETN
OUVOdEVETON KOl TEKUNPIQVETAl OUTO -pId
mAolola K[ éktetapévn BiAloypa@ia ToAu-
géAdn. Ot aplBuoi mou TapepPailovial og
TIOPEVOETEIC €VTOG TOU KEIPEVOU TIOPATIEY-
TIOLV OKPUBWCG Ot OXETIKA, PBiBAloypagia.
AOY@ OaP“ ¢ To0 XWPOUL TIOU KOAUTITEl KO <€
T o0P@WVN YVOUN TWV CUYYPOEEWV OeV
KOTaXwPEITal €30, "AMNWOTE 1 HEAETN AUTH
Kai g€ mAnRpn v BiBAloypagia B4 6kdobn
TIPOOEXWG O¢ OVATUTIO, YIa TOUC €idIKw-
TEPOA EVOIOQPEPOUEVOU(].

K. K. MMIPAKH
Malgutpwv - MUVOIKOAGYWVY

100 TPOTOL OUTOU, AAAG TG aKOUa Eival
duvatdv va yivn Kai AvAamTtuéig Kuttdpwv
GUVIOKOU LYpPOoU Kai va PEAETNBOLY T Xpw-
poToowpaTd Toug(2)(3). ME TOV TPOTIO
ouTO €ival duvatdv va kaBopiabr) r alvta-
I TWV XPWHATOCWHATWY ToU EuPplou.
'Apyotepa (1968) Ppebnke TG 1 KOAAIL-
€PYEID TWV KUTTAPWVY Tol &uVIoKoL uypol
MTTOPEL VA XpnaoigoTttomndn yid tv Tpoyev-
vNuKA  S81dyvwaol WPICUEVWY  BIOXNHIKWOV
SloTopoxwy (4).

Ot avakolvaaoelg auTtég dvoi&av tov dpd-
MO Y1G VEEC €PELVEC Kai TA TeEAeuTaia XpO-
via €yivav  pPeyaAal TIpoodol OToV TOHEX
autd. Of TeXVIKEG TIO0 €ival a&ldooyeg yid
TV TIPOYEVVNTIK OIAYVWal  YEWNTIKWV
VOOWV UTIOPOLV VA SlaipeBoly 0’ auTéC 00
€€etadovv TO £UPPLO AUECO Kai O’ OUTEQ
oV TO €€etddouv €upeca Ao 10 aipa 1
Ta olpa ¢ untépag (Mivag 1). "Etol
EXEl Bpedn TG €vag HIKPOG APIBUOG Agp-
(POKUTTAPWV COTI PNTPIKA KUKAOQOpia €xEl
QUAETIKI XPWHOTOOWWIOKAR olvBeat XY oO-
Tov 10 €uPpuov eivar appev(s). MéBodol
opéoou PEAETNG TOU €uPplou gival 1 dkTi-
voypagia (Y16 avwpolie¢ 100 okeAeTol)
(6), n apvioypa@ia OTOL OKIAYPAPIK)
oucia évietal OTAV AUVIOKA KOIAOTNTA Kai
TIEPIYPA@EL TOV TIAGKOUVTA Kai ToUG pa-
AokoUG 1oto0g(7) 100 €upploL Kai B éu-
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Bpuoypagio Katd TNV oTIoia I OKIEPN Ou-
gio €xel TNV 1810TNTA VA TIPOCKOAAATOI
OTO Opiyua, dlaypa@opevwy €101 TWV HO-
AOKWV 10TWV To0 €PPRpLOU(8). AUTEC Oi TE-
XVIKEG padi pe v nxoypagia Toil pmopei
VA GQVOKOAOYN WPICPEVEG CUYYEVEIC OVw-
paAieg(9) kabwg €miong kai 1 euPpuikn
nAektpokapdioypagia  yid v didyvwal
kopdlokol Block péoa ot untpa(lO) ei-
val aloAoyol poOvov TIpoC TO TEAOC THG
Kunoswe. 'H éuBpuookoTia(ll)— pia véa
UEBodOC — eival pEBodOg év e€eAiEel TOL
iowg amodexbn N o xprolun yid v
S1AyVwal OUYYEVWV OVWUOMWY. TEAOG N
Blogia TtV pepPPpavav, To0 TIAOKOGVTOG
Kai To0 €uPplou, e€ival okopn OTO TIEIPA-
HOTIKO OTad10(12).

MINAZ=Z 1

TEXNIKEZ MPOIENNETIKHZ
AIATNQZEQY

(1) AMEXOX MEAETH TOY EMBPYOY

(A) Apviokévinotlg. 1 A-
MVIOKO Lypo. 2. Mr kKoAAigpynBévta KOT-
Tapa ApviakoL uypou. 3. KoAAligpynbévia
KOTTOPO GUVIOKOU UYpoU.

(B)'Hxoypappa.

(N Padioypagia. 1. >ke-
Aet00. 2. MoAoKwv 10TV (Gpvioypagia,
EUBpuoypaia).

(A) EpBpuvookomnaolig 1,
'ETiokOTNOI¢ €uPplov. 2. Aépua kai ai-
pa €upplou.

(E) Biroygia
Yuévwv. 3. EuBplou.

1. MAokolvtog. 2.

(ZT) HAektpokapdlioypa-
Qia.

(Z)YAvadAvoig
Tita kol aipatog.

TMTAOKOUV -

(1) EMMEXOX MEAETH EMBPYOY
1. Afgo untpog (EuPpPUIKE Aed@OKOT-

Tapa). 2. O0pa PNTPog (EKKPIOIC oioTpl-
OANG).
A. AUVIOKEVTINGIC

SAMEPO N AUVIOKEVTNGIG Eival 1) TIAéOV
OUXVA XPNOIPOTIoIoUPEVN PEBOBOG YId TV
TIPOYEVVNTIKA  JIAYyVWOl  AVWHONWV ToU
€uPplOL. 'H dApviokévinaig yivetalr dia
TWV KOIAIOKWV TOIXWHOTWY HE OUVBNKEC
alotnpag donyiag wote va Elattwdolv
ot0 éAAXI0TO Oi TIBaVOTNTEG HOAIVOEWG
untépag n €upplou. 'H XpNoig ¢ KoA-
TIKAG 0000 &V OULVICTATOI AOYIp TG Me-
YOANG ouXVOTNTOG ATIOTUXIOC Kai ETUTTAO-
Kwv(13). Oi £€mImAoKEG TOOO yIA TV MPn-
¢pa d00 Kai yid 1O €uPpuo €xouv EAAT-
TWON KATOTIIV TAG EVIOTIIOEWC TOU TIAQ-
koUvtog d1a tv uTtepnXwv(l4).

'H duviokévinaoig yivetal petaéd 14ng
Kai 16ng €Bdouadog dtav O OAIKOG OYKOG
To0 AuviakoU UypoU ETUTPETIEL AVAPPOPN-
ol moootnto¢ 10— 20 ML. 'Emi dmotu-
xiog AMyewg auviokol vypol 1 Ikavol d-
pIBuol KUTTAPWVY YI& KOAAEPYEID ETTIRAA-
Aetal émavaanyic. O Nadler, émi 507 o1-
OYVWOTIKQV  AUVIOKEVTIOEWVY TIOU £yIvav
o€ OlA@OPO KEVIPO, AVOQPEPEI TIOCOOTOV -
motuyxiag 11%. Mepimov ota 2)5 TV TiE-
PITITOCEWV OUTWV OEV EYEVETO ANYIC GUVI-
oakol uypoU, évw otd utoAoirta 3)5 6 a-
PIBUOC TWV KUTTAPWVY Y1d AvAaAual OV 1)-
Tav apketog(l3). 'H avapi€ig tov apvia-
ko0 vypoU pe aipa koBuotepei TV Ava-
TITUEl TWV KUTTAPWVY OTAV KOAAIEPYEID Kai
€4v 10 aipa eival PNTPIKAG TIPOEAECEWS
odnyei o€ AavBagpévn dIAyvVwaol ¢ TIPOG
TO @UANO TOU €uPplou (16).

Oi €vdeitelg TN AuUVIOKEVTNOEWC €ival
ToMéG (Mivag 2).

MINAZ=Z 2
ENAEIZEIZ AMNIOKENTHZEQZ

I. Avopalie XpWUOTOOWUATWV

A. ®opeiq peToBEoEWC

B. lMponyoluevo TékVO PE OLVOPOMO
Down (poyyoAosldng idiwTia)



. MeydAn nAikio pntépac.
A. Tovei¢ pe PWOOIKO XPWHOTOOWUA-
V.
Il. 'Avwpoiieq X —
dONov  Eupplou.

XPWUOTOOWUOTOG.

I11. 'AvwpoAieg peTaBoAiguoU.
V1. 'AVPOAIEC VWTIOIOU HUEAOD.

01 o ouvnBelg evocitelq sival n mba-
VOTNG AVEUPECEWC XPWHOTOCWHIOKWY TIO-
PEKKAICEWY OTO €UPpuo.

'O Littlefield €mi 1563 Jd10yVWOTIKQV
GUVIOKEVTOEWV avagépel dTL 81% Eyvav
ylo TuxXo000 XPWHATOOWHATIKI OVwWHOAIa,
11,5% yilo TNV GVOKAALYI PETABOAIKWV O-
VWHOAIWV Kai 7,3% yla v d1dyvwal 100
@UAOL ETTi LTIOYiaG VOowv TIOU @IAOLV TO
Xpwuoowua X (17).

"OAol Oi €peuvnTtéC OUPEPWVOLV yia TNV
a&ia ¢ XPWHUATOOWUIOKAG GVOADCEWG O-
Tav évag €K TWV YOVEWV Eival @opelq He-
T0i0é0ewg N pwodikoL. 'H peydAn nAikia
¢ UNTEPAC ival pio AN EVAEIEIC AuVI-
OKeVTNOEWG. 'H €u@aviolg To0 cuvdpouou
Down auéavel pe Tnv peydin nAikio (Mi-

vag 3). 'Emiong ot peyAAeg nAIKieg
auvgdvel 1 Tplcwuia 21, 1O oOlVOpopoV
Turner (45X), 10 oUvopopov Klinefel-

ter (47XXY), ] picwpia 18, n picwyia
13. (18) (19) (20).

MINAZ=Z 3
HAIKIA MHTPOXZ KAI XZYNAPOMON
DOWN

HAkia JuxvoTng ouvdpopou Down
uNTPOCg (¢mti 100 yevwvnBéviwv {Wviwv)
(etn)

20 0.4
20— 24 0.6
25— 29 0.8
30— 34 1.0
35— 39 3.0
40— 44 10.0
45 Kkai Gvw 20.0

'H Bloxnuikn A&vaAuoic 1ol ApviakoD
uypol yla TNV SIAyVwol TWV YEVVNTIKWVY
VOOWV TOU €UBPUOL €XEL TIOANG TIAEOVEKTH)-
pota év oxeoel Pe peBOdOULG Oi OTToIEG O-
TIOITOUV TNV KOAAEPYEID  TWV KUTTAPWVY
TOU GUVIOKOU Lypou. 'ATtaito0vTal HIKPO-
TEPEC TTIOCOTNTEG GAUVIAKOU uypol, dév B¢-
AOLV TIC OUOKOAEG TEXVIKEC TAG KOAAAIEP-
YEIOG TWV KUTTAPpWV Kai Ta AToteEAéoua-
10 €ival oLVTOUWTEPQ.

Auvvatév va dmartnBolv 6— 8 €Rdoud-
0eC MEXPIC OTOU UTIAPEOLV OPKETA KUTTO-
pa otd ormola Booi{Oopevog O PIOXNMIKOG
04 B¢on diayvwol (21). 'Evw OAol oi -
PELVNTEC  CUPEWVOLV OTI TIEPI TO TEAOG
NG KUAOEWC TO AUVIOKO LYyPO TIPOEPXETal
KUpIWG GO TG oupd TOU EPPplou, Yid
NV Tapaywyrn Tou KOTA TIG TIPWTIEG E€-
Boopddeg TG KUNOEWG, TIOU PAC EVOIOQE-
PEL Y1 TIpOoysvvnNTIKA S1AYVWal, UTIAPXOULV
dixoyvwpieg (22) (23) katd TI¢ OTIOIEG
10 AGUVIOKO Lypd €lval PNTPIKAC Kai €u-
Bpuikng mpoeAevoewg (24) (25). ©d n-
Tav AOPOAWG KOAUTEPO VA €BETE KAVEIQ
S1dyvwol Twv Euppuorabeiov amo v Bi-
OXNMIKA AvaAuat To0 Auviokol uypou avti
TG KAAAIEPYEIOG TWV KUTTAPWY  OUTOD.
ToUTto O¢év gival duvatdv d16TI TO AUVIAKO
uypod OtV Opxn TAC KUNOEw O¢v Egival
AVTIKOTOTITPIOPOC TOU EUPpUOL AAAG wpl-
opéva otolxeia gival oo PINTPIKAG TIPOo-
eleloewg (TI.X. €T @aIVUAKETOVOULPIAG).

'O mivaé 4 avagépel TG voornuota o0
€UBpLoL TIOU o@eilovtal  G€ dlATOPAXEC
TOU pEeTaPOAIcuOl (26).

MINA=Z 4

MeTaBoAiopocg
miIdoiwyv
Nocog 100 Fabry

YAUKOAI-

N6oog TtToU0 Gaucher
GM1 yayyAlogidooig, tomou 1
GM2 yayyAlogidoaig, t0Tou 2
Noooc¢ 100 Krabbe
MeTaxpwuaTIKl AEUKOJUGTPOTIIO



Néoog twv Niemann — Pice
Noco¢ tou Sandhoff
Nooog twv Tay — Sachs

MeTaBoAlopog
Xvooaxapltwyv
>0vdpopo Hunter
>Z0vdpopo Hurler
Z0uvdpopo Sanfilippo A

BAevvorTo-

MetaBoAlopdg Apgivoieéwv

‘O&uoupia ApyIVIKONAEKTPIKOD GAOTOC
(Argininosuccinic)

KuaoTtivooig

Nocog Maple Syrup Urine

O&uvaiyio peBUAPOAOVIKN
MetaBoAlouocg

OpaKkwv

aAakTovalyia

Nocog tou Pompe

vdaTav -

AIADOPA

>Z0vdpopo Lesch — Nyhan

"EAAeIPIG pwogataong Lysosomal Acid

ZoBapog ouvduaouog AvoooBIOAOYIKNAG
ENATTWOEWC.

'H dvelpeolg a- @etompwIEivng ot1o a-
MVIOKO UypO o€ LPNAG TTooa ival EVAEIEIC
OVEYKEQPAAOL 1N BloxLdolg paxewc, Tadn-
OEWV COUXVWV OTN AEUKN QUAN Kai & o€
ouxvotnta 2)1000 otic HMA kot 8-10)
1000 otv IpAavdia. 'H dpviokEVINoIg
yid TV a - @etompwreivn B4 Tipémel va
yivetal petadd 14ng koi 16ng €Rdopddog
OTOV QUGIOAOYIKG N TIPN NG TIEQTEL OTO
AUVIOKO Uypo(27). 'H al&noic tng E£rmi
aVEYKEPAAOU A BIoXLd0UC PAaXEWS icwg va
o@eiletal otV eAelBepa €€000 TOU Eyke-
Yolovwtiaiov Uypol(28). Zuxvd duwc €v-
pioketal nuénuévn kai £Ti atpnoiag olgo-
@ayou (29), xpovidg eufpuikng duo@opiag
(30), evdountpiou Bavatou (31) (32), al-
MOAUTIKNG vOoou(33), ouvdpouou Turner
(34) (35), udpoke@darou(36) 1 ot Tpodo-
MIEL TOU dpviokol uvypold pé aipa  éu-
BpLou(37).

A TIC ETUTTAOKEG TG QUVIOKEVTOEWG
04 mpémel va TN Kaveig Twg TO00 1 un-

TPIKA d00 Kai 1 euBpuikr Bvnouotng Kai
voonaoig UTToAoyileTal PIKPOTEPO ATIO 1%
(38). BEBala 1d TepIOCOTEPO CTOIXEIO O-
@OPOUV ETUTIAOKEC GUVIOKEVTNOEWVY TIOU €-
ylvav 10 Tpito Tpiunvo T¢ Kuroswg. O
Scrimgeour dvagepolpevog o€ 529 APVIOKEV
TNOoEIg TIoL €ylvav TIpo TG 20N¢ £Rdopa-
0¢ oLdEva BAvato UNTPOg 1 euPplou Ta-
petApnoe(39). "ANMeg peéBodol — TEPAV
TN GUVIOKEVINOEWG — YIA TV dIdyvwaol
TV TIOBNogwv 100 EUPRPUOL TIPOYEVVNTIKWE
£QapuolovTal KAaTtd 10 TENOC TG KUNOEWC
N €ival akOpa oTO TIEIPAPATIKO OTAdIO.

HXOIrPAMMA

‘Hxoypaupa A kai B €xpnoiporoinon
y1ld TV TIPOYEVNTIK BIAyvwal wWPIoHE-
VOV OVWHOAIV OTIWG OVEYKEQPOAIOG, HNn-
VIYYOHUEAOKAANG, UBPOKEPAAOU Kai MIKPO-
Ke@AAou(48). Mpotépnua T pebodou €i-
val 0TI 06V ETUTIAEKETOlI HE TOV APVIOKO
XWpo Kai gival ypryopn. 'OmwadAmote 6-
MG TO KOOTOC TOU PNXOVAUOTOG Kai 1 JE-
YAAn TeEXVOAOYIKN TiEipa 1oL ATtalTETAI
y1ld TRV gpunveia twv nxoypa@nuatwv -
XEL TIEPIOPICEL TV XpPral Tou onuepa. Mia
omoudaio épappoyn To0 nXoypPApuATOC
gival 6 kaBoplopog g Oéoew TOU TIAQ-
Kolvtog ¢ Kai Twv dId0PWVY TIpo TAG €-
@Pappoyng TG GUVIOKEVTNOEWG (41 ).

PAAIOTPA®IA

'ATtayopeleTal 1 Xprnolg g 1o lo 1pi-
pNVo aAAG PE TRV Xprol (OpPICUEVNG TEXVI-
KAC O OKEAETOC ToD €uPpLoL dlvatal Vi
ATIOTUTIWON G€ @AY TIpo TG 12ng €Rdo-
padog TAG Kunoewg (42).  'OmwodnTotE
OpWG KaBapr] dlO@OPOTIOINGCIC TWV ATIOTI-
TOVWBOEVTWY PeAwv dlvatal va @avr) Ao
v 20nv eRdopdda.

Juyyevei¢ avwpaiieg o0 éupplou dL-
vavtal e0kpIvag va dlayvwaoBolv Katd 1o
30 Tpipunvo. 'H ATEIKOVIOIC TN KEPKIGOG
o¢ €uPpuo 16 £RdouGdWV  ATIOKAEiEl TO
oUVOpPOPo BPCOPPBOKLTTIOTIEVIOG Kai KEPKIOI-
KNG amAaciag(43). 'H eicodog 0datodia-
AUTAG OKIEPNC 0UTIag €VIOE TAG AUVIOKNAG



KOINOTNTOC (Guvioypa@ia) S10TI KOAN a-
TIEIKOVIOL 100 TTAOKOUVTOC, TG EEWTEPIKNAC
émipaveiog 100 euPplov kai Emi Kkata-
TIWOoEWC TOU YOOTPEVIEPIKOU TOU OWAR-
vog (44), &vo TO eAaIwdeC dlaALPa TG
OKIEPAC ouoiag kotokpatolpevo Umd 1ol
ouiypatog (éuPpuoypagia) oOcixvel 16
mepiypappa 100 EuBpLoL(45). Toco 1 -
pvioypag@io doo Kai i éuBpuoypagia, po-
VEC N €év ouvduacouw, XpPnolgorololvTal
Katd 10 30 Tpipnvo yla tnv didyvwal Ta-
fnoewv 100 vwTiaiov cwAjvoc.

EMBPYOZKOTI IA

'H péow OULOTAUATOC QPOKWV GUECOC -
TIOKATINOIC To0 EUBPLOL éVTOC TAG PATPAC
€VPIOKETOl OF TIEIPOPATIKOV OTAdI0. ME-
Xpl Onuepa €yivav Telpdpota ETi ETI-
KEIUEVNG OEPATIEVTIKNG EKTPWOEWC (46).
JKOTIOC TG MEBGdOL eival va idr KOveig
TIC €EWTEPIKEG AVwaAieg ToD euPpLloL oe
ouVOUOOHO PE MY aipoTtog Amo 10 Eu-
Bpuo 1 akopa kai Bloyia avtol yla pe-
AETN dla@OpwV TIOBNCEWY Kai yla v Tpo-
YEVWNTIKA S1dyvwal dlogopwy diyocealpl-
voTtaBeiwv(47) (48).

MEAETH TMAPATONTQN
THX MHTPOZXZ

EUBPULIK& AeP@OKOTTOPO  KUKAOQOPOUV-

10 010 afpya TAC PNTéPAC WTIopoLV OTHV
TIEPITITWOL ApPEVLV EUPRPUWY VA QOVEP®-
oowv 16 @UN0 To0 €uBpLOL Kai VA PEAETN-
O] 0 TOTOG TWV XPWHOTOOWMATWY (49).
Ta amoteAégpata dev eival BERala ald-
Onta kai T0UTO 810TI TIOAU Alya guPpui-
Ka Aepgokuttopa (0,1 — 0,5%) KukAo-
@opolV OTO PNTPIKG dipa Kai okoun &-
TEON 1A ePPRPUIKA AEU@OKUTTIAPO TIOPAE-
VOUV OTHV MNTPIKI KUKAO@opia ETti €1 N
pEBOdOC eival axpnotn YyId yuvaikeg To0
OTO TIOPEABOV YEWVNOOVE GPPEVO TEKVA.

Ermiong €0pébn ox€o1g PETOEL XOUNANG
TiepleKTIKOTNTOC hpl (avBpwttivou  TTAG-
KOUVTIOKOU YOAOKTOYOVOU) OTOV OpO TN
MNTEPOC Kai oLYYEVWOV avwUOM®Y To0 €u-
Bpuou(50).

TéNog, pETOPOAiTEC OTA OLPA TAC HN-
TEPAC XPNOIPOTIOINBNKav yid TV TIPOYEV-
vntikn didyvwol Emivepidiakwy (Adreno-
genital) ouvdpouov  Kai PEBUAPOAOVIKNG
o&uvaipiag(51).

'Eoxatwg dleTotwon ot gival duvotdv
va yivn Tmpoyevvntikn d1dyvwolg Tig Me-
ooyeloKAG avalyiog Couley 31 XNMIKWY
OVOAUOEWY  TIAGKOUVTIOKOD aipdoTog, An-
@BEVTOC 018 TIOPOKEVTIOEWC.

To0to €xel 1BIOITEPAV anuaagiav did
TV XWPO Hag OToU OTtavIAtal CUXVA N
VOOOC.



