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EYXAPIXTIEX

®a NBeha Vo eVYaPIGTHC® TOVS KOOMNYNTEG OV Yol TNV KPLTIKN, THV KaBodynon Kot

TNV VTOoTNPIEN GTN GLYYPOEN TNG TAPOVSOS OUTAMUATIKNG EPYACIOS.

‘Eva wwitepo evyopiot® oty AwvBovipio g Tlodwrpikng Kiwvikng tov
[Movemotnuoakov ['evikov Nocokopeiov Adpioag k. Ipipéa Imdvva yio v tiun mov
LoV €KOVE VO, CUUUETACK® OTO TOPOV UETOTTUYOKO TPOYPOLL, KOOMG Kot TNV
emPrénovca kaOnynTpla pov K. XoAddtov Aiefdvopa, Avominpontpio Kadnynrpla
Mowdrarpikng Tatpung Zyoing Iavemomuiov AGnvov yoo v Ponbeta mov pov

TPOGEPEPE GTNV EKTOVIOT| TNG SIMAGUOTIKNG EPYOUTTOG.

Téhog Ba B var VYOPIOTNC® TNV OKOYEVELDL OV KOl TOLG GIAOVLS LoV Yo TNV

kaBodynon ko ) fondeta tovg Katd TV mEPI0d0 TG CLYYPAPTG.
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HHEPIAHYH

Ewayoyn: H swooayoyn ™ ypiong Tov HOPIK®OV TEYVIKOV GTOV TOUEN TMV
TPOTOTAO®OV OVOCOUVETOPKELDY GTOV TAdTPIKO TANOGuouo £€xel Peitidoel ta
TOGOOTA O1AyvmOoNS, CULUPAAAOVTIOG OTNV TPOIUN OVOYVOPIST) TOLS KAT TNV
TPOYEVVNTIKT KO VEOYVIKN NAIKIaL, TNV SUVATOTITO OIKOYEVEINKNG CUUPOVAEVLTIKNG OTIS
OLKOYEVELEG TV 00OEVOV KaL TOV POPEMV, OALG Kot 0TV EEMEN TV EEOIKEVUEVOV
KOl TPOCOTOTOMUEVOYV  OepamevTik®y  mpooeyyicemv  (yovidlokéc Oepameieg,

BloAoyikol mopdyovteg).

YKOTOG: XKOTOG TG Tapovoag PPAoypapikng avackdnnong ivol n TEpLypoen TV
LOPOKMV  TEYVIK®OV KOl 1 OLUPOA TOLg otV Odyveorn Tev Tpotonaddv

OVOGOOVETAPKELDYV GTOV TOUOLATPIKO TANOVGUO.

Yik6-Meg0odoroyia: Biproypoeikn avackomnon g diebvovg Piioypapiog oTic
niextpovikég Pacelg dedopéveov PubMed xor Google Scholar pe Aé&elg khewdd:
TPOTOTOOEIS AVOGOUVETAPKELES, LOPLOKT OLBYVMOOT), YEVETIKOG EAEYXOC, AAANAOVYION
VEOG YEVIAG KOl KPITNPLOL OOKAEICHOD: ) Tn Onpocievon o GAAN yAoooa, ) oe
J1eBVEG Tep1odkd extdg TG TEPLOdoL 2013-2023, v) Ogpatoroyio ETKEVIPOUEYT GTNV
YPNON GAAOV EPYACTNPLOKAOV TEYVIKAOV Y10 THV O1dyvmoN TOV 0VOGOUVETHUPKELDY O)
Oepatoloylo GYeTIKE PE TNV XPNCILOTNTO TOV HOPLOKAOV TEYVIKOV TNV Sdyvmon
GAA®DV VOOILAT®V, €) SEIYLOTO TOV GTNV TAELOVOTNTA TOVS amapTILoVTaL amd EVIAIKES
acBeveic, ot) apBuodg detypotog <100 dropo. Katd v BipAoypapikn avackonnon
&ywe alloddoynon tov apbpov ce eminedo titAov, mepiAnyng Kot OAOKANPOL TOL

KEWEVOD, VO amoppipdnkav ta dpbpa ywpig tposfacioTno.

Amoteréopata: Koatd v oavolnmmomn otig nAektpovikéc Paoelg dedopEvmv
avevpénkav 1081 dpbpa ex tv omoiwv 55 mAnpovoav T KPUTHPLO EIGOYMYNG Kot
ypnowonomdnkav oty mopovca Pipioypaeikn avocokomnon. To amoteréopoata
AVESEIENV TIG LOPLOKEG TEXVIKES TTOV EMAEYOVTOL TOGO GTO EPELVNTIKO OGO KOl GTO
KAMVIKO KOPPATL O1EPELYNONG KOl SAYVMOONG TOV TPOTOTOODV OVOCOUVETOPKELDV,
VIESEEQV OENCT] TOL TOGOGTOV SLAYVAOGNG LE TN YPNON TOV HOPLIKADV TEXVIKDOV Kol
TO. TPOTEPNUATO TTOV TPOCOEPOVY Ol HOPLIKES TEXVIKEG OTN OlUPOPOTOINCY| NG
TPOTOPYIKNG KAIVIKNG S10YVMGTG, TNV TPOTOTTOINGMN TG 0EpamevTikng mpocéyyiongs,
dvvatdTTo O1dyVEOoNS TPOTOTAO®OV OVOGOUVETAPKEIDV KATH TV TPOYEVVNTIKY Kol

VEOYVIKY] TePi000, OAAGL Kot TN SuVATOTNTO OIKOYEVEWNKNG GULUPOVAELTIKNG Ko
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eEedkevpévng Bepamevtikng mpocéyyons. Ilépa amd ta mpotepruarta, LVIESEEAV

QKOO TOVG TEPLOPIGLLOVS KoL TO TOIKA STATLLULATO TOV LOPLOKDV TEXVIKMV.

Yoprepacporta: O1 e£eMEEG OTOV TOUEN TOV HOPLOKDOV TEXVIKMVY Y10 TNV SldyVMOoN
TOV TPOTOTAODOV OVOCOAVETOPKELDV TPOGEPEPUV UEYOADTEPA TOGOGTH SLAYVMOTG,
EWVIKA LLE TNV EI0AYOYN TOV TEXVIKOV OAANAOLYIONG VENG YEVIOG, OAAG Kol TNV
KOADTEPT KATAVONOT] TOGO TOV OVOGLOKOD GUGTNUATOG OGO KOl TV YEVETIKMOV OLTUDV
dvoiertovpyiag Tov. Ta mocootd Pedtimong elval peyakdtepa o ac0eveic e TUTIKONG
(QOVOTOTTOVG OVOCOOVETOPKELDY Kol BETIKO OIKOYEVELNKO 16TOPIKO, Omd EKEIVOLG LE
dromo onpeio Kot COUTTOUATE KOL OPVTIKO OIKOYEVELNKO 1GTOPIKO, LITOONADVOVTOGC

™ dvvatoTNTa EEEMENG GTOV TOUEN TG AVOGOAOYING KOl TMV OVOGOOVETOPKEIDV.
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SUMMARY

Introduction: Genetic testing in patients with suspected immunodeficiency has
improved the percentage of diagnosis in the pediatric population, allowing for early
diagnosis during the prenatal and the neonatal period, enabling family counselling for
patients and carriers, and promoting advances in management and therapy procedures

(gene therapy, medications).

Aim: The aim of the present review of the literature is the description of current genetic
testing and its utility in the diagnosis of inborn errors of immunity in the pediatric

population.

Methodology: A review of the literature was conducted through the electronic database
PubMed and Google Scholar using the key words: genetic testing, inborn errors of
immunity, primary immunodeficiency disorders, molecular diagnosis, next generation
sequencing. The exclusion criteria included a) publication in another language b)
publication outside the period 2013-2023 c¢) content regarding the use of other
laboratory tests in the diagnosis of primary immunodeficiency diseases d) content
regarding the use of molecular technology in the diagnosis of other diseases e) study
samples that consist mainly adults, f) study sample sizes <100. During the process of
evaluation, articles were dismissed based on the title, the summary, and the content.

Articles without access were also dismissed.

Results: While researching the electronic databases 1081 articles were found, 55 of
which fulfilled the criteria and were used in the study. The review of the literature
demonstrated which molecular technics are used for both research and diagnostic
purposes in the field of primary immunodeficiency disorders, the improvement in the
diagnosis of inborn errors of immunity due to their usage and the reconsiderations or
alterations of the clinical diagnosis and therapy they evoke. At the same time genetic
testing enabled the diagnosis of immunodeficiencies during the prenatal and neonatal
period, while offering the possibility for family counseling to predict inborn errors of
immunity, as well as personalized and targeted therapy. The review also demonstrated

the limitations of molecular diagnosis and the ethical dilemmas.

Conclusions: The advances in the field of genetic testing for the diagnosis of inborn

errors of immunity have increased diagnosis quota, especially with the conduction of
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next generation sequencing, as well as better understanding of the immune system and
genetic causes of its dysregulation. Greater improvements have been observed in
patients with typical phenotypes and a positive family history, and smaller in those with
atypical signs and symptoms and a negative family history, indicating the potential for

future advances in the field of immunology and inborn errors of immunity.
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EIXATQI'H

O mpotomabelg ovocooavemdpkeleg Bewpodviav omdvieg vOGol HE EMTOLACUO
1:10,000 — 1:50,000 yevvnoels. Ot mpdopateg eEEAEEIS TV YEVETIKMOV EPEVVOV OUMG,
delyvouv 0Tt 01 TpwToTabElG avocoavendpkeleg elval mo cvyveg am’ 6Tl Bewpodvtay
o010 mopeABov (1% tov mAnBvcpov). Avt n onuavtiky e£EMEN oTOV TOpEN T®V
TPOTOTOODV OVOGOAVETOUPKELDY TPOEKVYE TAPAAANAQ LE TNV EpEvVa TOV AVOPOTIVOL
TINovidiopatog Kot v avamtuén tov pHoplak®v teyvikeov aiiniovyiong DNA (NGS,
Next-Generation Sequencing), ot onoieg en€Tpeyav TN OlepeHlvNnon HeYalov oplfpod
YoVIdiwv TV 1010 YPOVIKN GTIYUT], CUUTEPIAAUPOVOUEVOV TOV TEXVIKMV O1EPEVVIONG
00 cvvorov Tov fovimv (WES, whole exome sequencing) kot oAOKANPOL TOV

avOpamvov yovidtopotos (WGS, whole genome sequencing).(1)

Toco n Apepikavikr Akadnuio AAkepylohoyiog, AcBuatog kot Avocoroyiag, 660 Kot
0 X0AAoyog KAwvikng Avosoroyiog vrootnpilovy Tn p1omn TV LOPLOKAOV TEXVIKDOV Y10
™ OWyveOon TOV TPOTOTUH®V OVOGOOVETOPKEIDOV YOTL TO OTOTEAEGULOTA TOVG,
OYETIKA [e TN poprok artio tng acBévelag, pumopel va LETAPAAOVLY TNV TPOTAPYIKY|
dyvoon kot ™ Oepamevtikny aviyetonion. Ot atpoi mpénet va dabétovy v
AmOPOATNTN KAVIKT YVOOT] Y10 VO GUUBOVAEYOLV TOVG 0loOEVEIG TOVG GYETIKG e TN
YPNON TOV LOPLIKAOV TEYVIKAOV, Ta Thavd yovidia mov vroostnpilovv 1 d1dyvmon kot
Oa énpene va £EETAGTOVV, AALG KL TNV KOTOAANAOTEPT LOPLOKT] TEXVIKT] LLE GKOTO TNV

avénon g ThoavotnTag HoplaKkng dStdyveong g vocov.(2)

H mapovoa Sumhopatik epyacio cuviotatol apyikd 610 160 Y®YIKO LEPOG, GTO 0TOio
yiveTon pia TEPypap| TOV TPOTOTAODY 0VOCOUVETAPKEUDY, TOV TOTOV TOV LOPLIKADV
TEYVIKOV  KOL TOV TPOTOL YPNONG TOLG o1 Odyvoon Tov TpOTonadov

avoooavena pKSlO:)V.

211 GLVEYELD, GTO EWOKO PEPOC TapovotdlovTon To amoteAéspato TG PALOYPUPIKT
OVOOKOTNONG OTOV aVAADOVTOL TO OLOPOPETIKA €10N TOV HOPLOKDOV TEYVIKAV, TO
HELOVOUEVE, KOl GLYKPITIKG TPOTEPNIATO KOl LELOVEKTILLOTO, TOVG, EVM SEPEVVATOL
KOL 1 GLVEIGQPOPA TOVG GTNV 0VENCT] TOV TOGOCTAOV SAyvmoNS T®V TPOTOTUH®OV
OVOGOUVETAPKELDV. TENOG, OVOADOVTOL TO TAEOVEKTILOTO KoL TO 1OUCd SIALLLTaL TTOL

TaPOVCIALEL 1] YEVETIKY] O18yV@OGT TNG VOGOV LE TN XPNON TOV HOPLOKDV TEYVIKAOV.
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I'ENIKO MEPOX
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KE®AAAIO 1°: EIZATQI'H XTIX ANOXOANEITAPKEIEX
1.1 OPIXEMOX

O mpotonadeic avocoavendpkeleg mpokalovvior and PAGPeg o€ Kdmolo yovidlo
(yoviduokn] petdAhaén) katd tn SIipKeLD SOPOPOTOINGNG TOV YEVVINTIKMOV KUTTAPM®V.
Khvikd mapovoialovior pe avénuévn evoiohnocioc otig AOUMDEEL, 0VTOOVOGia,
OVTOPAEYLLOVMDOT VOGT|LLOTO, OAAEPYIEG, OVETAPKELD TOV HLEAOD T®V OCTAOV KOUM|
kaxon0ees.(3) H ocofapdtta tov mpmTomabdv ovOGOOVETUPKEIDV TOIKIAEL e
OPIOUEVEG LOPOES VO gfvarl ametnTikéS Yo TV (o kaTtd TN Jdpkeln TG Ppe@ikng
niiog, kKot GALeG Aydtepo Paplég mov dloyryvdGKOVTOL akOUN Kot KOt TV EVAAKO

Com, 1 dStaddBovv ¢ d1dyvoonc.(4)

O emumolooudg TOV TPOTOTOODV OVOCONVETOPKEIDY O TOYKOGUIO EMIMESO
vroAoyiletoan og 1:10.000 yevvroelg, éva m0G00Td TOL VROEKTIUE TOV OPlOUd TV
acfevav AOY® TG TEPLOPIGUEVNG TPOGPAOTG GE EEEIOIKEVIEVES DLy VOO TIKES TEXVIKES
Kol TNG O0yVOGTIKNG TPOKANGNS oL Tapovstalovv ot achevelg pe drtumeg KAMVIKES
exonAwoelc.(5) H mpooopatn €EEMEN OTIC TAATQOPUES YEVETIKMOV EPELVOV GCE
OLUVOLOOUO HE TIC VEEC YVMOELS OTOV TOUEN TNG OVOGOAOYiOG odfynoov o€ vEd
gpevuvNTIKa dedopéva, oL delyvouv 0Tt o TpwTonafeis avocoavendpKeleg tvat TeEMKA
mo ovyvég an’ Ot glye apykd ektiundet, pe 1% tov mAnBvouov vo eépel Kamow

popen.(1)

1.2 KATHI'OPIEX ANOXOANEITAPKEIQN

Ot avocoavendpketeg yopilovror og déka katnyopies:(3)

—

2VVOVACHEVN OVETTAPKELN YVULKNG KOl KUTTOPIKNG 0VOsTog

2VVOVaCHEVT OVOGOUVETAPKELD LLE GLVOOEG/ GLVOPOLUKE XOPOKTNPIOTIKA
AvemapKelES KLPIMG AVTICOUATOV

Noonuata 0voGoAoYIKNG OVGAEITOLPYIOG

2uyyeveic Oatapoyés TV PayoKLTTAP®V (aplOUO/AEITOVPYIKOTNTA)
Awtapayés evooyevoids/ Epeutng avooiog

AvTOQAEYLOVDOT VOGTILOLTOL

AVETOPKEIEC GLUTANPDOLOTOG

W © N Nk wDN

Muvehikn| avendpreio

10. ®avdtumol TpwtomafoVs 0VOGOVETAPKELNG

12
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1.3 ZHMEIA KAI ZYMIITQMATA

I'evikd, ta mpoeldomomTiKA onueio yioo vo ovoayvoplotel €vo modt pe mbavi
TPOTOTOON vOcOUVETAPKELD £Y0VV KaBoploTel e Pdon v evaictncio oe TOAAATAES
N coPapég AOUDEELS. ZuyVES, emavalapPoavopeves AOUMOEELS, GoPapéc AOUMEELS TOV
amoutohv voonieia, ypnon evoopAEflmv aviifloTik®y, Kabvotépnon otn AVoT TG
vocov (kar mpdopata, Aouméelg oamd oocvvndioto maboyova M TEPLOPIGUEVN
evatoOnoio oe ovykekpyéva maboydva) avayvopilovtor maykocping og “red flags”

Yol TIG TPOTOTAOEIS VOCOUVETAPKELES.

O pdopateg e£EMEEIG OTNV KAVIKT KOTOVON OGN TOV TPMOTOTAODV 0VOGOUVETAPKEIDV
EMETPEYOAV TNV KOAVTEPT] KATNYOPLOMOINGN TOV N AOHOYOVOV EKONADCEDV TOV
TPOTOTOO®OV AvoGoaVETAPKELOV. O1 EKONADCELS AVTEG OMOTEAOVY TO TPMOTO OTMUElD

g vocov ce mepimov 10% tov acbevov.(6)

1.4 AIATNQXETIKEX EEETAXEIX
H apyikr depegvvnon tov oacBevov pe v KAviky vrmoyio mpotomafoic
OVOGOAVETAPKELNS TEPIAAUPAVEL TOGO TOGOTIKEG OGO KOl TOLOTIKES OVOADGELS TOV

OVOGLOKOO GUOTNUATOG, OTIS 0TOlEg TEpAapPavovTol eEETAElS Yo

¢ [lootikn Kot TOGOTIKN £££TOGT TV VTOTANBVGUAOV TOV AEUPOKVTTAPOV

e Algpedvnon ¢ AEUPOKLTTAPOGCTG

o  Métpnon TV EMTESOV AVOGOGPAIPIVAV Kl TOV EWOIKOV TITA®V OVTICOUAT®OV
peTd amd avocomoinom (epporocio)

e A&0AOYNOT TOV EMTEOWDV TOV CLUTANPDOUATOS KOl TNG AEITOVPYING TOV

e Eletdoeig yia cvykekpéva povordtio (Asttovpyia twv Toll-like vrodoyéwmv,
OVOTTVELGTIKN €KPNEN OVOETEPOPIAMYV, 1 0000G pETAdOONG ONUATOS TV T

VTOOOYEDV).

Avt) n mpocéyylon amotedel pio axpiPn kot ypovoPoépo dadikacio, mov amontel
Blrooya kuTTapa amd tov achevi Kol EEEIOIKEVUEVO TPOSOTIKO o€ Eva, LEYAAO €DPOG
EPYOOTNPOK®OV TEYVIKOV. EmumAéov m  oamootoA] aipatoc tov acbevovg oe
eCedwevpéva kévtpa odnyel oe eEaocBévnon TG KULTTOPIKNAG OmAvVINoNG Kot
Buwopdtrag ta omoiot Umopel vo. VITOVOUELGOLY TNV OKPIPE TV J0YVOCTIKOV

eetdoewv.(5)
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1.5 IPOX®ATEX EZEEAIZEIX XTON TOMEA TQN ITPQTOITAOQN
ANOXOANEITAPKEIQN

H dnpocigvon g €01kng emtponng maykdopog Evoong avocoroyiog to 2022(3)
npochece 55 véeg yovidiakég PAAPeS, av&dvovtag Tov aplpud TMV avVOGOUVETUPKELDY
oe 485. Mg tov T1pOTO OVTO OvOdElYONKE 1 ONUOCIO TOV HOPLIK®OV TEYVIKMOV
aAAnAotyong DNA kot emiPeforwbnke n mbavotto ot vwoyneleg TodoAoyikéc
aAAniovyieg va:

1. Avayvopilovv véeg yovidtakég PAAPES vtevBuveg Yia GLYKEKPILEVES 0GOEVELEG
2. Awcagnvifovv Toug LTEVBVVOVS PUNYOVIGHOVG TOBOYEVESTG TV 0GOEVEIDV.

3. KoBopilovv t1c Aertovpyieg onUOvVTIKOV yovidiov oty  ovamtuén Ttov
OVOGLOK®OV KLTTAP®OV, GULVE TOV OPYOVIGHOD Kot puOUIoT) TOV ovOsLoKOD

GLOTNLOTOG,.

4. Aevphvouov  TOUG  OVOGOAOYIKODG Kol KAWVIKOUG — QOIVOTOTOVG TV

OVOGOUVETAPKELDV.
5. ZUVEICQEPOVY GTNV EPAPLLOYT| YOVIOLOKNG Oepameiog.

Avtéc or Bepehmdelg eEerilelg toviCouv TNV GLVEIGQPOPH TOV TPMTOTOODMV
OVOGOVETOPKELDY GTNV YEVIKOTEPT KATAVONGT TOGO NG 0vOGOAOYinG 0G0 Kot TNG

WTPIKNG GE LOPLOKO Kol YEVETIKO eminedo.(3)
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KE®AAAIO 2°: MOPIAKEX TEXNIKEX
2.1 IXTOPIKH ANAAPOMH

H ypfion tov poplakdv TexVIK®V 6TV S1dyvmoT) TV TPOTOTAO®V 0VOGOUVETUPKELDY
epappoletor pe TOAAEG SlopopeTikés Hoppég ta Teevtaio 30 ypdvia, cromeHovTog
oTNV TPOUN Sdyvmon, Bepaneio Kot amoTpony) GoPapdv Kot OavAcIL®Y ETTAOK®YV.
H mpdt ypnon tov HOPlOK®V TEYVIKOV Yoo TN Oldyveon Tov TPpOTOTodnv
OVOCOUVETAPKEIDV TpaypatoromOnke 1o 1993, pe mv avoayvopion tov HETOALAEE®Y
010 yovidio BTK (tvpocwvikn kivdon tov Bruton), mepiocdtepo and 40 ypdvia petd
™V TPAOTN TEPLYpaPr] TS PvAocsvvoetg Ayappacearpvorpiog.(7) Ao Tic apyég Tov
2000 m teyvoroyion NGS amotedel v pHOplokn TeERVIKN TG VEAG YIMETIOG,
neplappévoviog texvoroyleg pe T poper| otoyxevpévav yovidwok®dv maved (TGPs,
targeted gene panels), teyvohoyio aAiniovyiong tov cvvorov tov eoviov (WES,
whole exome sequencing) kot 6Aov tov yovidiwpotog (WGS, whole genome

sequencing).(8)

2.2 AAAHAOYXHXH KATA SANGER

H teyvoloyio aAiniolylong Sanger amoteAel TV mPAOTN HOPLOKT TEYVIKN TOV €YEL
neptypaet Kot avantdydnke ota téAn g dekaetiog Tov 1970. Av kKo ypnoyonoteitol
aKOUO EVPEWS, TOPOVCLALEL CMUAVTIKO TEPLOPICUO OTN YPNON TNG TO TEAELTOI
xpovio(1) Xt poprakn texvikn Sanger €vog eKKVNTIG TPOGOEVETOL GTI YEVETIKN
TEPLOYN TOL OLEPELVATAL KO HE YvOHOVO TIG 4 VOUKAEOTOKEG PACES 7OV
YPNOLOTOL0VVTOL Y1a. T dOuUNon Tov DNA, emekteivel TOV EKKIVNTI YPTCLLOTOLOVTOG
o¢ mpdétvmo v vrdpyovco DNA ariniovyia tov acBevr). H koatoackevn tng
CUUTANPOUOTIKNG  0LTNG  aAAnAovyiog OoKOTTETAL OTOV  TPLPOCPATACES NG
0e0ELVOVKAEOGIONG  OMNUATOOOTNUEVEC UE  (PAOVPOCKEIVY] EVOOUATOVOVIOL OTN
dwdkacio g empmkvvens. Mg tov 1pdémo avtd dnuovpyovvtor koppdtie DNA
JpoOpmV HeYeB®Y TOL UTopPoHV VA ypNCILonomBody Yo v avayvoon g DNA
aAAnAovyioag TV TeEAevToia onpatodoTnuEVN Bdon ond To LEYAAVTEPO GTO UIKPOTEPO
KOUpATL. Avtd 0dnyel og aviypoen ¢ aainiovyiog oo DNA tov ac6evoig n onoia

ocvykpivetor pe pio oAAnAovyio avoaeopag.

H teyvuikn Sanger mpoc@épet T duvaTOTNTA OAVOYVAOPIONG TOV CNUEIOV LETAAOENS GE

e€ovio Kot vtpdvia, amareiYelg Kol SITAOGIOGLOVG. ZNUOVTIKO TEPLOPIGUO OmOTEAEL M

mOovn TopAAELYN OPIGUEVOV OTUAEIYEDMY KOL 1] U1 OVOYVOPLCT) OPICUEVAOV TEPLOYDV

wrpoviov.(2) E&otiag Tov YopaktpioTikdV avuT®dv, Topovcstdlel BYNAO KOGTOG Yo
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KkéOe eEetalopevo yovidlo, dev umopel va avtopatorombel kot amotedel pio apketd
enimovn kot ypovoPopo teyvikn.(1) v mepintwon Oumg TV TPpOTOTAO®OV
OVOGOUVETAPKELDV UE Eva vTevBuvo Taboyovo yovidto (y. BTK yovidio), amotedet pio
a&omot pébodo didyvmong, eved pmopet va ypnoiponombei ot diepedvnon yovidiov
OV PEPOVV YELOOYOVIOLN, KOl TN OLEPELVTOT TOV LEADV Hiag OIKOYEVELNG e OETIKO
otopikd TpmTomabos avocoavendpkelag. TEAOG eivarl amapaitnn Yoo TV KAVIKNY

emPepfainon aAANAOLOPP®V TTOL OVOKOADTTOVTAL e TN ¥pNon TS texvikng WES.(7)

2.3 MOPIAKEX TEXNIKEX AAAHAOYXHXHX DNA (NGS, NEXT
GENERATION SEQUENCING)

Ot mpotomabdeic avocoavendpkeleg TEPIAAUPAVOVY HEPIKES EKOTOVTASES LETOAMAEELC
oV enNPeALovV O18POoPa. LOVOTATIO. TOV OVOGLOKOV GLGTNWATOG. 'l To Adyo avTd o1
poprokes texvikég aAAnAovytong DNA (NGS) anotehodv éva woyvpd gpyoreio ot
dwryvoon touvg. H teyvoroyio g NGS dmuovpynbnke pe Bdon v ovaykn
OVTOUOTOTTOINONG NG OOKAGIOG TNG MOPLOKNG OAANAOUYIoNG, EMTPEMOVTAG TNV
TOVTOYPOVN €ETaon HeYOAOL aplBod YOVISI®mV, EVA TPOCPEPEL Katl TN SuvVoTOTNTA

avevpeong vEov HeTOAAAEE®V.(8)

H popraxn teyvikr) NGS avagépetar og pio opddo and mhat@dpues aAAniovyiong, ot
omoieg Onmg N aAAniovyion kotd Sanger, eneepydalovrat tunpato DNA aAAniovyuodv
pe t Pondela ekKvnTAOV, XPNOUOTOIOVTOS ¢ TPdTLvmo T0 DNA tov acBevr|. Xg
avtifeon Ouwmg pe v aAAniovylon katd Sanger, 1 dtudKacio dgv amoutel T ypnon
tlel Yo TOV Sloy®PoHd TOV TUNHATOV. Avtifétmg ypnotponotel pio cvokev CCD
[Charge Coupled Device (avayvopion kot GOAANYN €KOVOV LE TN UETOTPOT TOV
QOTOVIOV 68 NAEKTPOHVIN)] Y10 TV AVOYVAOPLGT] TOV VOLKAEOTIOKAV BAcemv mov ivat
ceonuacpéva pe provpookeivn. H adiniovyion NGS €xet youniotepo k6otog amd v
aAAnAolyon katd Sanger, 1 omoia OPWOS TaPoLGSLALEL peyoADTEPT evacOnoia Kot eivan

Mydtepo emppenng o€ AaON.(2)

2.4 X TOXEYMENH AAAHAOYXIXZH'H ITANEA I'ONIAIQN (TGPs,
TARGETED GENE PANELS)

Ta otoyevpéva mavek yovidimv, TPoceEPOLY pio GTOYELUEVT TPOGEYYIOT], HECO OO
™V TV TOYPOVN dlepevvnon wiag kabopiopévng opddag yovidiov. Ta TGPs mov givar
dwbéoipa oty KAk paén dtvouv mn duvatdOTNTA SLYVOCTIKNG TPOGEYYIoNG CE

acOevIC e CLYKEKPIEVOLG PovoTOTTOVS (Y. Papld pekt avocoaverapkewn [SCID,
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severe combined immunodeficiency]), cOhvopopa poehkng avendpkelog ((BMFES, bone
marrow failure syndromes]), 1 koAVTTOLV pEYOADTEPO QAo TEPIAAUPAVOVTAG TNV
TAELOVOTNTO TOV YVOGTOV YOVISI®V TOV TPOTOTUO®V avocoavemapkeldv. E&attiog
™G VYNANG KAALYNG TOV YOVIOI®V TOL TEPIAAUPAVOVTOL GE QVTA TO, TAVEA, LTOPOVV
VO EVIOTIGOUV LMCATKIGHOVE, OMAAEIYELS Ko SUTAOGLOGIOVE 6TO EMINEdO TV e€oviwmv
®G TN MHOPOKN ouTiot TPOTOTAHMY OVOGOUVETUPKEIDV KOl YVOOTEG UETAAAAEELS
wrpoviov. Ta TGPs nepropifovior ce mpoemileypéva yovida Kot yio 10 Adyo ovtod
EYOUV YAUNAOTEPO KOGTOG, HELMUEVT TOADTAOKOTNTA OVAAVONG dedoUEVOV Kol Eivat
Mydtepo mOavov va mepriapBdvouv toxaio evpnuoata. Ilap’ dAa avtd umopel va
TapoVGIALovV YOUNAOTEPN OYVOGOTIKY] ATOTEAECUATIKOTITO OV OEV TEPIAAUPEVOLY
veodtepa yovidlo mov oyetiloviol pe vOGOLS, eV £X0VV TN dVVATOTNTO OVOYVOPLONG
aAloy®v ot doun TV Yovidiov (Ty peydAeg mpocOfKkeg 1 OmaAEWELS, LETATOTIGELS
KOl OVOGTPOPEG) Kol TPOLGLAlouY OTyN KAADYT TEPLOYDV TOV GLYYEVEDOLV LE

yevdoyoviota.(8)

2.5 AAAHAOYXIZH TOY XYNOAOQY TQN EEONIQN (WES, WHOLE
EXOME SEQUENCING)

H popuoxn| texyvikn WES diepevva nepinov 1o 1% tov avOpdmivov yovididNaTog, Tov
etvar vrevBuvo ylo v cVVBEST TPOTEIVOV TOL AVOPOTIVOL GOUATOG (NN TV
eCovimv). Ta e£dvia aAANLOLYOVVTOL XPNGILOTOLDVTAG OALYOVOUKAETKOVG acONTpEC
oL omoiol TPOGAEVOVTAL GTO €EOVIO KOL GTN GULVEXELDL YPNOLLOTOOVVTOL Yo, TNV
oAoxkApwon ¢ aAiniovyiong H poprakn teyvikn NGS ypnowonoteitor yuo v
OAANAODYIoN TOV GLVOAOL TOV TUNUATOV TOL TPOKLITOVV OO TOVG GO TNPES Ko
OTN OVLVEXEW TO TEMKG HIKPA Tuquoate  evbuypappilovior  pnoLULOTOIOVTOG

TOADTAOKOVS YNOLOKOLG aAyopifovc.

[davikd n teyviky WES mpaypatomoleiton o¢ pépog pio tpiadag oetypudtwv, 1060 Tou
acBevn 660 Kot Twv 600 PLOAOYIKAOV YOVE®V, Le 6KOTO TOV KaBOoPIGUd TNG TPOEAELONG

10V TaBoAOY1KOD YOVISiov, OAAG Kot TOV TPOTOV KANPOVOUIKOTNTOG TOV.

Me 10 85% 1tV petodddEewv mov akolovBobv ™ Mevoehkn KAnpovokoTnToL Vo
Bpiokovtol 6 KOINKOTOMTIKEG TEPLOYEG TOL YOVIOLOUATOG (e£6VIR) M LOPLOKN TEXVIKN
WES omotehel pio moAdTun te(VIKN TOGO OTNV KAWIKY ddyvmorn 0G0 Kol oTnv
avevpeon vémv vevbuvev yovidiov (9,10), evd umopel va a&loroyel mapaAinio Kot

A0 yeveTIKE povomdtio, Onme yovidla mov oyetilovion pe tov kivouvo kakondeimv,
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VEVPOAOYIK®V KOl KAPOLAYYELUKDOV VOS®V. ['lat To AdY0 00TO 1] YEVETIKN GLUPBOVAELTIKN
TOV 000EVAOV Kol TV OTKOYEVELDV TOVG TPV KOt LETA TN ¥PNON TG LOPLOKNG TEXVIKNG
WES &givau kpiciung onpaciog.(2) Ot aAiniovyieg mov avayvopiloviot amd TNy TEXVIKN

WES npénet va emPePaidvoviol xpnoiomolidviog Ty aAiniovyion katd Sanger.(7)

2.6 AAAHAOYXIZH OAOY TOY I'ONIAIQCMATOX (WGS, WHOLE
GENOME SEQUENCING)

H poprokn teyvikn WGS oAdnlovyet 6Ao 10 DNA, ocvumepihopfoavouévov tov
wtpoviov Kot Ttov efoviov. ZToV TOHEN TOV TPOTOTUODV OVOCOUVETUPKELDY

¥pNoLonoteitot yia tn depedvnon véwv voowv.(1)

H teyviucn WGS a&roroyet to 99% tov mepleyoptévou Tov YoVISUDHOTOGS, TO 0oio £XEL
naporelpfet and ™ poplakn texvikn WES. EmnpocOeta n poprokr teyvikny WES
TOPOVGIALEL TEPLOPIGLOVG, 0TS 1 ThovY advvapio avayvopiong evog véov e&oviov
(dyvootng aAinAovyioc), M mepoy®v mov Oev €yovv dlepevvnlel emapkdg, e
OOTEAECUO. VO, UMV TPOCOEPEL TANPN KAALYN TOov Guvorov TV efovimv. Tovg
TEPLOPICUOVS OVTOVS KOADTTEL 1) HOPLOKY TEYVIKN, TPOGPEPOVTIOS TN OLVATOTNTO
KOAOTEPNG OEIOAOYNONG TOV U KOSIKOTOUTIKGOV TEPLOYDV (LETAALAEELS VTpOViDY,
UETOAAAEELG GE TEPLOYES GLPPAPTS YOVIOIWV KOl AAAEC pLOMOTIKEG peTOAAAEES oE
TEPLOYES eKTOG €Eovimv) OmmG Kol amaAelyelg Kol OUMANGIUGUOVG OV UTOpel va
napareipBovv amd v texvikn WES. [Ipog 10 mapdv, n poprokt| texvikn WGS dev

YPNOUOTOIEITOL EVPEWG KAVIKE, AGY® T®V TEPLOPIGUAOV TOV TaPoLSLalet.(7)

2.7 XPQCMOZOQMIKH MIKPOXYXTOIXIA ANAAYXZHX (CMA,
CHROMOSOMAL MICROARRAY ANALYSIS)

H ypopocopikn pikpocvstoryio avaivong, avayvopilel ypoHocoKE eEAAEIppaTO
Kol tpocOnkeg [apOuog aviypdewv aAiniovyiov, (CNV, copy number variations)]
KOTO UKOG TOL YOVIOUDUOTOG. AVTO EMTVYYAVETOL LEG® VTOAOYIGHOV TNG TOGOTNTOG
tov DNA og pio meployn Kot cOYKplon g 00popds 6TiG EVIAGELS TOV LPPLOIGHOV
avapeoa 6to DNA tov acBevni kot tov vy pépropa. H teyvikny CMA emtpénetl v
aviyvevon CNV, lkpodioypagéc, KPOSITAAGIOGLOVG, TIG TEPIGGOTEPES AVAIATAEELS
YPOUOCOUIK®OV Oopmv (petaféoelg KTA.), aAld Kot v EAlewyr etepoluymtiog.
[Moporia avtd n poprokn texvikn CMA dev pmopel va  aviyvedoel HKPOLG
OUANGLOGHOVG Kol omaAelyels péoa oe va LOvo yovidlo N UETOAAAEES piog HoOvo

Baonc.(2)
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H poprokn teyvikn CMA ypnoipomoteitor cuyva yio v o1dyvoon Tov cuvopOIov
DiGeorge,(7) aALd ko1 6€ cLVOLOGUO pe TV poplokt texvikn WES 11 WGS kabdg
TPOCPEPEL TNV SVVATOTNTOL  OVIYVELONG TEPOYDY MOV  TAPOLGLALOLY AT
ETEPOYEVELD, EVD avayvopilel Tpoohnkeg Kot dloypagég Tov Umopel va Topaietphodv

and v WES.(2)

19

Institutional Repository - Library & Information Centre - University of Thessaly
02/05/2026 08:52:11 EEST - 216.73.217.38



KE®AAAIO 3°: XPHXH TON MOPIAKQN TEXNIKQN XTH
ATATNQXH TQN ANOXOANEITAPKEIQN
3.1 TENETIKH AAAHAOYXHXH-OPIXMOX

H alAniodyion tov yevetikod vAKOD mePLypapel Tn UEAETN TV (evydv ToOV
VOUKAEOTIOWK®V PBdoemv mov amoteAovv To avOpmdmivo DNA.(1) Otoav {nteiton yevetikn
a&lohdynon evog acBevolc gival onuavtikd va yivetar yvmotdg 0 6Komdg VNG TG
a&lohdynong, Kabdg vIapyovy TOAAEG JLOPOPETIKEG LOPLOKEG TEYVIKEG Ol OTOLEG
OVTOTOKPIVOVTOL G€  SLOPOPETIKOVS  EPEVVNTIKOVS GKOTOVG KOU  UTOpPOVV  va,

SEPELVNGOLY JAPOPETIKO aplOud yovidiwv.(1)

3.2 TA HAEONEKTHMATA TQN MOPIAKQN TEXNIKQN

Me yvopova 6t ot mepiocdtepeg mpwtomadelc avocoavemdpkeleg, opeiloviol og
BAGPN evoc yovidiov kot g KATOLES TEPIMTMGELS OVO YOVIdI®V, 1) YP1|ON TOV LOPLOKDV
TEYVIKOV glvar amapoitntn yio TV oAokAnpwon kat exiPePainon e didyvoong. H
tayxeion €EEMEN oTOV TOHEN TOV TPOTOTAODOV OVOGOOVETOPKEL®V TOVI(EL TNV
(OLVOTVTIIKY] ETEPOYEVELN TMV VOST|LATMOV KO TNV YEVETIKN TotKIAopopeio Tovg,(11) pe
™ Olepedvnon Kol Tov KOBOPIGUAS NG YEVETIKNG PAoNG auTdV TV 0cheveldY vo
TPOGPEPOLY GNUOAVTIKEG TTANPOPOPIES Y10 T GTPATNYIKT AVTILETOTIONG Kot Ogpomeiog

T0VC.(8)

3.3 IEPIOPIEMOI THX XPHXHX TQN MOPIAKQN TEXNIKQN XTIX
MPQTOMAGEIX ANOXOANEIIAPKEIEXZ

[Mapd t1g onuavtikég eEeMEEIS TOV £X0VV TPOGPEPEL O1 LOPLUKES TEYVIKEG GTOV TOUEN
NG AVOGoAOYiOG, OV €ival EPIKTN 1 YEVETIKY KOTNYOpLomoinotn OAmv Tov acevav,
VO Y TOAAES mpwTomadels avocoavendpkeleg oev €xel Ppebel akdpo n yeveTikn
ottio.(13) Eivor mBovo, 6tt avtd opeiletar og GBALOVG OITIOAOYIKOVS TOPEYOVTEG OTTMG
SlpopEéG 6TO HOVOTATL TNG peTaypaens M g nebviimong tov DNA (emyevetikol
TAPAYOVTEG), Ol OTO{0L UTOPOVV VO EMNPEACOVY TNV EKEpact TG vocov. [lap’ dAa
avtd, ot acBevelc pe vmoyio OVOGOUVETAPKELNG KOl EVIGYVLTIKA TNG Oudyveong
EPYOOTNPLOKG EVPNUATO TPEMEL VO OVTILETOTILOVTOL CUUMTOUOTIKA KOl VO UMV
TEPYEVOLY TNV pHoplakn Odyvoon. H Ayn Aewtopepoic 16topukod kot 1 TANp”NG
KMvikn e€étaon pe oKomd TNV EMA0YT TOV KATAAANA®V EPYACTNPLOKADV AEITOVPYIK®OV
Kot poplok®v efetdosmv  mopapével vyiocTov onpoaciag, YL TNV - OGQOAN,

OOTEAECLLOTIKT] KO EEATOUIKEVUEVT] PPOVTION TOL GLUTTMOUATIKOD acBeVODS.(2)
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3.4 IIOTE XPHXIMOITIOIOYNTAI OI MOPIAKEX TEXNIKEX

H amépaon yo v dielaywyn yevetkoh eAEYYoU Kol 1) KOTAAANAN ¥POVIKT GTIYUN
deEaymyng tov egaptdrat and pio TANOdpa TapaydvI®V. Xe avtovg Teptlapupdvoviot
TO OTOUIKO 10TOPIKSO TOV 0GHEVOVG, TO OIKOYEVELNKO 10TOPIKO, 1| TPOGPaCT o€ POCIKES
Kol €EEIOIKEVUEVEG OVOGOAOYIKEG €EETACELS, N KOADYN TOV KOGTOLG TOV YEVETIKOV
eAEyyov Ko 1 emtBupio Tov aGOEVOVG Y10 TNV TPOYLLOTOTOIN G TOV. AV Kol O YEVETIKOG
Eleyyog oev mpobmobEtel TNV OAOKANPWON GAA®V gpyactnplakmy eEetdoemy, glval
ONUOVTIKN 1] GUVEKTIUNGT] €VOG AETTOUEPOVG ATOUIKOD KOl OIKOYEVELOKOD 1GTOPIKOV,
pali pe To amoTEAEGLATO POCIKMOV EPYACTNPIOKAOV KOl OVOCOAOYIK®OV eEETACEMY, e
OKOTO TNV KOAVTEPT) EPUNVEID TOV ATOTEAECUATMOV TOL YEVETIKOV EAEYYOL KOl TMV
TANPOPOPLOV TOV TPOKVTTOVV 0td avTovV. Emmpdobeta o yevetikdg ELeyyog dev mpémet
va avTikof1otd T AOYIK KAWVIKY Kol ovocoAoYiKY] a&loAdynon tov acBevovg. H
cofopn KAVIKN CUUTTOUATOAOYIO TPEMEL VL AvTILETOTICETAL, KOO Kol YOpig TV

TOPOVGIO YEVETIKOV amOTEAEGLATOC.(8)

Téhog yuo opiopéveg Tpwtonadelg avocoavendpkeles, dtvetal 1 SLVUTOTNTA YOVISIOKNG
Oepamneiog, Otov vVEApyel poplakn Odyvemon g vocov. To kOGTOG TNG HOPLOKNG
Syveoons OUmG TOPAUEVEL OTOYOPEVTIKO Y10 TOVG TMEPLGGOTEPOVG 0oOEVELG Kat 1
dwbeouodTTO TEPLOpIopEVN avh Tov KOouo.(8) o mapddetypa otnv Adyepio pHovo
16% tov acBevav pe Tpotonadeic avocoaveTAPKEIEG EPEPAV YEVETIKT S1AYVMOOT AOY®
™mg YOUNANG mpooPacyotntoag oe poprokes texvikég(l4) evo oty lomovia to
64%.(15)

21

Institutional Repository - Library & Information Centre - University of Thessaly
02/05/2026 08:52:11 EEST - 216.73.217.38



EIAIKO MEPOX
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KE®AAAIO 4°: XKOITIOX KAT MEGOAOAOTTA
4.1 XKOIIOX

Ot TpmwTevovTEG KOOl TNG TOPovGAS PPAOYPAPIKNG avacKOTNONG TEPIAAUPAVOLY
™ YPNON TOV HOPWIKAOV TE(VIKOV ®F HEGO OyVOOoNG TOV TPMOTOTOO®V
OVOGOOVETOPKELDY GTOV TTOUOLATPIKO TANOVOUO, TNV OTOTEAECUATIKOTNTO TOVG OTN
OlyvVmOoT TOV OVOCONVETOPKEWDY KOl TOVG TOPAYOVIEG OO TOVC OMOIOVG OLTH

emnpedletar.

EmumAéov devtepedov okondg g PAoypapikng avackdmnong ivat 1 diepedvnon g
OOTEAECUOTIKOTITOG TNG YEVETIKNG OLAYVOONG LLE TNV (P01 TOV LOPLOKDV TEYVIKDV
®¢ mpog T OepamevTiKn TPOGEYYIoN, TNV WPOANYN KOL TNV  OLKOYEVELNKN

SLUPOVAELTIKN.

4.2 EPEYNHTIKA EPQTHMATA
v moapovoo PiPAoypagiky avaokomnon TEOMKaV T TOPUKAT® EPELVNTIKG

EPMTNLOTAL

1. Tloleg pOpLOKES TEYVIKEG XPNOLLOTOOVVTOL GTNV JAYVOOT TV TPOTOTUODV
0LVOGOOVETUPKELDY GTOV TALSATPIKO TANBVoUO;

2. Tloww m amoteleopatikdTTa TOVG OTN  OlAYVOOoN TOV  TPOTOTAODV
0LVOGOOVETAPKELDV;

3. Tlowot mapdyovieg emmpedlovv TNV OTOTEAECUATIKOTNTA TOV HOPLOIKAOV
TEYVIKOV GTNV OdyveOon TOV TPOTOTAH®V 0VOGOAVETOPKEUDV;

4. Tlow eivar To TAEOVEKTHLLOTO KO TO OIATUUOTA TOV KOOOPIGHOV TNG YEVETIKNG
o1tiog e T XPNOoT TOV LOPLIKADV TEYVIKMV Y10 TOV AGHEVY] KOl TNV O1KOYEVELN

TOV;

4.3 MEOGOAOAOI'TA THX EPEYNAX
Mo v ekndvnon g SMAGUOTIKNG epyaciag mpoaypatomodnke BifAloypagikn
avackonnon g oebvoig Piploypapiog kot avaltnorn HEAETOV OV SNUOGIEVTNKOV

™ tedevtaia dekaetion 2013-2023.

H avalimon mpaypatomombnke otig niektpovikég Paoeig dedopévov PubMed kot
Google Scholar. Ot AéEe1g KAe1d1d TOL YpNOLLOTOMONKAY GTNV Ay YAIKT) OpOAOYia NTOV:

genetic testing, inborn errors of immunity, primary immunodeficiency disorders,
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molecular diagnosis kot next generation sequencing. H avaokonnon dievepyndnke oto

daotnua peta&L Maiov-Avyovstov.

ITo ovykekpyéva avalnminkov perétec dnuoctevpéveg oty Ayyhkn I'Adoca og
olebvn emoTNUOVIKG TEPLOOIKA, OO TOYKOGLIOUS KPOTIKOUG (QOPELS, €PELVNTIKA
KEVTIPOL KOL TTOVETIGTNLOKG WOPOUOTA, LUE TN YPOVOAOYiD EKOOCNG TOVG VO, EUTIMTEL
€VTOG TOL YpovikoL dtaothpatog 2013-2023. H BifAoypapikn avackdTnon apopodce
KOl TPOTOYEVELG KO 0evTEPOYEVEIS LEAETEG IOV TTEPIAAUPOVOY TOGO EVAMKESG OGO Kot
TOOTPIKOVGS aoBevelc KOOMC 1 avedpeon HEAETOV OATOKAEIGTIKA TOIOLUTPIKMDV

acBevav etvat 1wiTepa TEPLOPIGUEVT).

Q¢ kprmpia emAoyng opicOnkav: o) n dnuocicvon oy ayyAkn YAOcoa, B) o€ dteBvEg
nePLOOKO 1O Ypovikd dtdotnuoe 2013-2023, v) Bepatoroyio GYETIKA LLE TNV GLVEIGPOPE
TOV  HOPLOKAV TEYVIKOV OTN OWIyveo! TOV  OVOCONVETOPKEIDV KOl TNV
OTOTEAECUATIKOTNTA TNG YEVETIKNG dLAYVOONG 0T OEpATELTIKN TPOGEYYIoN, TPOAYN
KOl OKOYEVEWKN GLUPOLAELTIKN TV 0acBevdv, 8) TO Oelypua TV HEAETOV va

amoteleitan o€ pHeYGAo m0c0oTd amd ToUdTPIKO TANOLGUO.

Qg kprtplo. amokAelc oD opicOnkav: a) 1 dnpocicvon oe GAAN YA®Goa, B) oe dtebveg
TEPLOOIKO €KTOC TG ePLodov 2013-2023, v) Bepatoroyio emKeVIpOUEV GTNV YPNOT
GAA®V  €PYOCTNPLOKAOV TEYVIKOV YL TNV OWdyVOCT TOV 0VOCOOVETAPKELDY 0)
Ospotoloyion OYETIKA pe TNV XPNOWOTNTO TOV HOPLOKADV TEXVIKOV GTNV Oldyvmon
GAA®V VvOoLAT®V, €) SEIYHOTO TOV GTNV TAELOVOTNTA TOVS amapTILOVTaL OO EVIAKES

acBeveig o1) apBuog detypdrov <100.
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4.4 ATATPAMMA POHX ENTAZHX KAI AITOKAEIXMOY MEAETQN

2Hvolo apBpwv Tov Tposkvyay
amd avtnv TV avaltnon

n=1081

ApBpa mov amoppipOnkav Pdoet
tithov

n=907

XHvoro apBpwv Tov TPoLkLYaV
Y TepeTOip® a&loAdynon

n=174

ApBpa mov tapovoidlovrtat Kot
OTIG V0 NAEKTPOVIKEG
TAQTQOPLES

n=34

>Hvoro apBpwv Tov TPoLkLYaV
Y TepeTaipo a&lohdynon

n=140

( ApbHpa mov amoppipdnkav Aoy
advvapiog TpdsPaong

n=21

2Hvoro apBpwv Tov TPoskuyavy
Yo TepeTaip® aSloAdynon

n=119

ApBpa mov amoppipOnkav petd
oo PEAETT) TG TTEPIANYNG KO

oL GpBpov
t n=64

2HVOLO LEAETAOV TTOV
oLUTEPIAMPONKAY GTNV £pevuva

n=55
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KE®AAAIO 5°: ATIOTEAEXMATA
And v apyikn avalnon zmpoékvyav 1081 peléteg, péco amd TIG NAEKTPOVIKEG
mlateoppeg avaltnone PubMed kot Google Scholar, 848 kot 233 avtictoyo. Metd
ToV éAeYY0 o€ emimedo TiTAoL anéuevay 174 peréteg, 34 K TV 0MoimMV NTAV KOWES Kol
21 un mpocPaoipes. in cuvéyeld £yve EAEYYOG O€ EMMESO TEPIANYNG KOl OAGKAT POV

TOV ApBPOL, LE TNV AVEDPEST] 55 £PELVOV TOV TANPOVCAV T KPLTHPLOL EICAYWOYNS.

5.1 MOPIAKEX TEXNIKEX

Katd ) Bipioypagikn avackomnon avevpédnioy 29 perétec (15 mepapoticég kot 14
OV TPOEKLY OV OO UEAETT OVOGKOTNGONG), Ol OTO1EG SLEPELVIHOMNKAY Y10 TIG LOPLOKES
TEYVIKES TTOL YPNCLOTOONKAV TNV SLIYVOGT TOV TPOTOTAODV 0LVOGOOVETAPKEUDV.
ITo cvykekpéva 5 peréteg ypnoonoincav povo v texvikn WES ko 11 €€ avtav
Ypnowonoinoay  otoyevpuéva  maveh  yovidiov. Xt vmoAouteg  HEAETEC
xpnooromOnke cvuvévaouog poplakdv texvikov (WES kot Sanger 1 perétn, WES
kot CMA 4 peiétec, WES ko maved yovidlov 3 peiétec, WES, Sanger kon CMA 1
perén, Iavel yovidiov kon Sanger 2 peAéteg, [lavek yovidiov kot CMA 1 peién,
WES xot WGS 1 perén,) pe oxond v emiPePainon tov amotelecpdtov Toug N v
Bedtiowon g amoteleopatikdTTag g ddyvoonc.(13,21,23-25,27,28,30,33,34, 37-
39,42-44)

Ot g€erilelg otov Topén TV HOPLaK®OV TEXVIKOV aAiniovyiong DNA (NGS) éyovv
QEPEL EMOVAGTAOT) TOGO GTOV TOUEN TNG £PEVVOG OGO Kol TNG KAVIKNG O1yVMONG TV
TPOTOTOODV OVOGOOVETUPKEIDV, LE TIG LOPLAKES TEYVIKES aAANLovyong DNA (NGS)
va gtvar vrevBuveg yoo to 40-45% TV VE®V Yovidlokdv avokaivyewv.(16,17) TTo
OLYKEKPIUEVA TOL TAVEL YoVIdiwV pe Texvoroyia NGS ko n teyvoroyio WES amotelovv
TOL TPOTEVOVTO LEGA OLEPEHVNONG KO SIAYVOCTG TOV TPOTOTAODV 0VOCOUVETOPKEUDY
(13/29 ko 11/29 peréteg avtictorya). ' v towtomoinon piog véag petdAiaéng
OPICUEVEG EPEVVES TTPOTEIVOLV MG TPMTO POl T TAVEL YOVIOIWV Kol €V GUVEXELNL TIC
poprokég texvikés WES/WGS oe mepintoon mov 1o vmedbOBuvo yovidio dev
avayvoplotet (12,18,), Adym tov meplopiopod mov pmopel vo mopovcstdlovy to TaveL
yovidiov ®g mpog To cvumepthappavopeva yovidw (39,43,44), oAAd xor ot
JlEPELYNON TOV ATLITOV EUIVOTVTIOV TOV TPOTOTAODOV 0VOGOOVETOPKEWDV (42).
Eminpocheta, ta mwhvel yovidiov pe texvoroyio NGS amotelovv pio 01Kovopikotepn

Aoon pe Ayotepa noikd ST, OGOV APOpPa TN YEVETIKN TANPOPOPIN GE GYECT UE
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™ popokn texvikn WES (peyoAddtepn mibovotnmrta avedpeong yovidiwv mov o€

oyetilovtan pe Tic Tpwtomadeic avosoavendapkeleg aAld e dAleg acbévelec). (39,42)

e évav onuoavtikd apBud peretav (13/29) ypnowomnomdnke cuvovacudg HOPLIK®OV
TEYVIKOV, LE KLPLOTEPOVS GKOTOVS TNV eMPEPaimon TG LOPLOKNG SLAYVMOONG Kol TN
BeATidon NG OMOTEAEGUATIKOTNTOS TOV TPOTELOVIOV HOPIK®OV TEYVIKMV. Ot
BoaotkdTEPEG LOPLOKEG TEYVIKES TTOV YPNCILOTOMONKOY ETKOVPIKA Y10 TOVS GKOTOVG

avtovg Ntav n Sanger kou 1 CMA. (13,21,23,24,25,30,37,38)

Téhog M poplakn texvoroyio aAAnAovylong katd Sanger amoTeAEl TO TPWTEVOV
JyveooTikd epyareio yio acbevelc pe TumMKODG QOIVOTUTOVS  HOVOYOVISIOKMV

TPOTOTAO®OV 0VOGOaVETAPKEIDV.(25,34)

5.2 ANIOTEAEEMATIKOTHTA XTHN AIAI'NQXH TOQN [MIPQTOIMMAGQN
ANOXZOANEINAPKEIQN

2ty mapovoa PAoypagiKY| avackOTnor avevpenke Evag pHeydaog aplBpdg LEAETMV
TOV VTTOJEIKVOOVV TNV ATOTEAEGUATIKOTNTO TOV LOPLOKADV TEXVIKDOV GT1 O1dyvmon Tmv
npotonafmv avocoavemopkelwy. EmmpocHeta avevpédnkav ot mopdyovteg mov
UTOpPOVV VO EXNPEACOVV TO. TOGOOTA OMOTEAEGUATIKOTNTOC, OTMC £ivon 1 Hoplokn
TEYVIKY] OV ypnoipomominke, n ovyyévewn €5 aipatog, M NAKIOKY opdda Kot 1M

ONUOYPAPIKY| KATOVOUN.

[T ovykekpéva, TPOGEATN GLGTNUATIKY OVAGKOTNGT TOL TPAYUATOTOMONKE Yo
™ OlEPEHVNON TG OMOTEAECUATIKOTNTAG TNG YPNONG TOV Hoplakdv texvikemv WES kot
WGS, avédeite mocootd ddyvmong péxpt kot 60% yw acBeveig pe cvyyévela €€
aipotog Ko KAMviK]  vmoyia  mpwtomabovg  avoocoavemdpkewoc.(19)  H
amoteEAECUATIKOTNTO NG Hoplakng texvikng WES avevpénke vymAdtepn vyia
OPOUEVOVG  TUTOVG  TTPMTOTOHOVS  OVOGOOVETAPKEWNS Omwc 1 Popld  pekm
OVGOOVETAPKELD KOl 0L GUVOPOUIKES OVOGOAVETAPKELES, PTAVOVTOG EVAV HEGO OPO TNG

1aEng Tov 40%.(20,21)

Avtifeto og mepopaTIKEG LEAETEG TTOV YPNCLHLOTOMONKAY TAVEL YOVISI®OV TO TOGOGTO
poplakng odyvmong avepydtav oe 15.3-31% pe to peyoAdtepo mOCOGTO VO
napovotdlovv acBeveig pe ovyyévela €€ aipatog 1 OeTIKO O1KOYEVEIOKO 1GTOPIKO

vocov.(37-43)
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BipAoypagikéc kot melpapatikég LeAETEG avd TOV KOGHO avEIEIEaY TOPOLOL0 TOGOCTO
poplakng odyvoong g taEng tov 33.1%-43.9% (Ipdv, lomovia, Apepin,
Noppnyia).(15,22,23) AvtibBétog 6cov apopd Tic katnyopieg TV TPOTOTAODV
OVOGOOVETMOPKEI®Y  TO.  TOCOGTO  MOPOLGLAlOVY  ONUOVTIKY  ONUOYPOPIKY|
dwpoponoinon. ITo cvykexpyévo oe peAétn mov mepilaupove acbeveic amd 22
OLLPOPETIKEG YDPEG UEYOADTEPO TOGOGTO HOPLOKNG OdyvmonG Tapovsiaoay ot
eowvotumotl g Bapidg Mewktig Avocoaverdapketag (100%), tTng poeAkng avendpkelog
(55%) xa1 TG avOGOaVETAPKELES Le GLUVOPOLLIKA YopaKkTnPLoTikd (53%).(13,24,25) ¢
avtiotoymn PipAoypaeiky avackonnon mov mpayuatonomonke oto Ipdv n poplokmn
dwryvoon  kopowotay  amd 0%  (avemdpkelec  ocvumAnpopatog) o 85%
(avToQAeyHOVOSN voonuota),(26) eved ot epuavia n katnyopio g avoolokng
dvoiertovpyiag mapovsiole poprokn odyveoon oto 40%, N avendpKeLD OVTICOUATOV

20%, kot o1 cuyyeveic datapayés eayokvttapmv 20%.(27)

INUOVTIKY  SlopOPOTTOiNGT TOV TOCOGTOV OVEDPESNC TNG HOPLOKNG SldyvVEOONG
TOPOVCIACTNKE Ko o€ Toudlatpikovg acbeveic otnv Notwa Kiva, 1060 wg mpog 115
Katnyopieg TV TPOTOTUODV OVOGOOVETAPKELDV, OGO KOlL G TPOS TOV TLTO
KANPOVOLKOTNTOG TOVG, LE TN GLAOGHVIETN VOGO va Kuplapyel o€ mocootd 45,7% kot
TNV OVTOCOMKN voAemdpuevn va Epyetal oe devutepm Béon 30%. To yeyovdg avtd
umopel va oyetiletor pe ta oUnAd T0c00Th GLYYEVELNS €6 QUOTOS TOV TANOLGLOV.

(28)

e avtifeon pe TIg Topamave HEAETEG EpyeTan tia Tov Tpaypatoromnke oto KovBér
LLE GLVOMKO TOGOGTO LOPLOKTG Odyvmong Tp®mTonabdv avocoaveropkeldv 70%. Ot
TEYVIKEG TTOL Ypnoiponombnkay otny tapovca perétn nrav n WES oe cuvdvacud pe
mv aAAniobyon katd Sanger. To delypa moapovoioace cvyyévewn €€ aipotog oe
nocootd 81% wor Betikd  owoyevelokd otopwkd o€ 55%, eved o TOmOG
KANPOVOLIKOTNTOG OV EMKPOTOVCE MTOV O OVTOCOUIKOS LToAEmOuevoc.(29) H
GLGYETION TOV VYNAOD TOGOGTOV LOPLOKNG Odyvmonsg Kot GLYYEVeEws €5 aiptoTog
VTOOEIKVOETOL Kol 0l 2 akdpo TeEpopaTikés perétec. H mpdn mepopatikn peré,
mov mpaypatonomOnke oto Ipdv, avédeite poprakn odyvoon oto 70% tov acbevov
ue mpotonadeic avocoavemdpkelec. To detypa mapovosiale cvyyéveln €€ aipatog oTo
66%.(30) H devtepn mepapatiky HEAETN aQOPA TOV TPOYEVVNTIKO EAEYYO TOL
npoypatoromdnke oe 112 owoyéveleg pe  YVOOTO 1GTOPIKO  TPMOTOTOHONG

avocoavendpkelog (77 €€ avtov vrefAndncav oe poplaxod Eleyyo). Ta amoteléopota
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avESEIEQV aVENUEVO KIVOVVO EUGAVIONG TPOTOTAO®V 0VOGOUVETAPKEIDV 0T EUPpLa
yovémv mov giyav cvyyévela €& aipotog (33%) oe oxéom pe eketvovg mov dev elyov

(22%).(31)

‘Evag devtepog mapdyovtag mov ennpedlel TNV OMOTEAECUOTIKOTNTO TNG HOPLOKNG
duyvaoong eivar 1 nAklok” opdda tov detypotoc. [epapotikég peréteg oe OAAavoia,
I'epuavia kot Pooia avédei&ov peyoldTepo TOGOOTA HOPOKNG O1dyvmong oTov
Tond1aTpkd TANOLG O (24.6%-86% TV TodLdV HE TPp@TOTadT) 0VOGOVETAPKELL, EVD

poAg 9-12% tov evniikov acbevav).(27,32,33)

[Mepoapotikég peAéteg mTov TPAyLOTOTOMONKAY XPNCIUOTOIDOVTOS TAVEL YOVIOI®OV LE
poplakég texvikeés ariniovyiong DNA (NGS) oe acbBeveic <20 gtdv (n mielovotnta
TOV OMOlOV EUEAVICE GUUTTOUOTO KOTE TNV TOWKN NAKio) YEVETIKY Otdyvoon
emtevyOnke oto 42.4%-50% tov oacBevov. MeyoAldtepo m0c0GTO  ddyveoNG
avevpétnke oe ekelvovg pe KAMVIKA Kot Ployniukd YopoktploTikd mpwtonadong
avocoavemdpkelag (59-78%) ko LikpotePO o€ ekelvoug mov mapovsiolov HOVO KAVIKY|

vroyia (8-15.4%).(34-36)

H peyéddn Swpopomoinon oty S0yVOGCTIKY OTOTEAEGLOATIKOTITO TOV HOPLOUKDOV
TEYVIKOV opeideTanr kupimg oty peydAn mowihopopeio tov acbevdv kot g
cofapdmra e vosov. Ta yopakInploTikd TV achevdv S10pEPOVV GNUOVTIKA LETAED
TOV LEAETMV, LE LEPIKES EPEVVEG VAL EMKEVIPDOVOVTAL GE GUYKEKPLUEVES VTTOKATIYOPIES
TPOTOTAO®OV OVOGOOVETAPKEIDV Kol GAAEG VO TPOYUOTOTOOVV TO YEVIKELUEVN
depevvnon. [apdostypo amotelodv ot acbeveic pe Papid Mewkt Avocoavemdpkela,
ot omoiot mopovcidlovv mpown Evapén cofapng cvumtopatoroyiog kol givor
TOAVOTEPO VO PEPOVV LOVOYOVIOLOKES LETOALAEELS. Tal YOpOKTNPIOTIKA QLT LITOPOVV
Vo 00N YNGoLY 6 VYNAEL T0c0GTA YEVETIKNG O1dyvaong (70-79%) OTtmg avadetkvieTot
oe peréteg acbevav pe Papld pektn avocoavemdpkela. TéAog TAnBuopiokég opadeg
7OV TAPOLSLALOLY VYNAL TOGOGTA GVYYEVEWNG €€ aipatog etvat o mhavov va Epouvv
opdluyeg petahAdEels, ot omoie avayvopiloviol EDKOAITEPO OO TN LOPLOKY| TEXVIKN

WES.(16)

5.3 TIAEONEKTHMATA KAI HOIKA AIAHMATA XTH XPHXH TQN
MOPIAKQN TEXNIKQN
ApKeTég €peuveg Exouv amodeifel TNV KAVIKY] a&ilo TOV HOPLOKOV TEXVIK®OV Oyl HOVO

o1 01dyvmon oALY Kot TNV OEpamevTIiKn AVTILETOTIOT TV ac0eVOVY e TpmTOTOOES
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avocoavendpkeles. [T cvykekpéva n ypNoN TOV HOPLOKOV TEYVIKOV UTOPEL v
00MYNOEL 6€ PETAPOAN TNG OPYIKNG KAMVIKNG O1AyVOOTC KOl TMV KAVIKOV OT0OPAGEDY

o€ 10606t 37-55%, evd oAhayéc ot BepamenTikn TpocEyyion Exovv damioTmOel og

13-39% tov acbevav.(19,21,24,33,44)

Inuovtikd mopadetypa amotelel peAétn mov mpaypatonomdnke oty lartwvia. Xtnv
peAétn avt) 2392 veoyvd vmoPAnOnkav ce poplakés texvikés aAiniovyong DNA
(NGS). And ta 51 veoyva mov dloyvaotnkoy pe TpoTonadn avosoavendapkela o 35
(68.6%) Oepomevnkav M mapovoiccav Peitioon g TPOYVOONG TOLG UETE 1N

dryvaon.(45)

XNUavTIKol Topelg 6Tovg 0oiovg UTOPOVV VoL EPOPLOGTOVV Ol LOPLUKES TEXVIKES fvat
KOTé TNV TPOEUPVTELGT] TOL EUPPVOVL KOl HETA TNV GUAANYTN TOV, UE GKOMO TNV
aviyvevon HeTOAMAEE®V GE OWKOYEVEIEC HE 10TOPIKO YEVETIKA Kabopiopévng
TP®TOTaH0HG avosoavemdpkelas. o Tapddetypo, o€ pUia oKoyEvela te Papld HEIKTN
avocoovemdpkelo mov opeidetan otnv IL2RG, ot poplakég texvikég pmopovv va
ypnowonomBodv yw Vv Odyveworn Tov eufpvov TOGO TPW TNV  EUPVTELON,
ePapprolovtog yovipomoinon in vitro, 660 Kot LETA TN GOUAANYT TOL YPTGLULOTOLDVTOG
YOPLOKEG AGLYVEG 1| AUVIOTOPAKEVTNOT). AVTIGTOLY0, GE YOVEIG TOVL PEPOLV TNV ATOAOLPT
010 22q11.2 pmopel va epapprootel xpoUOCOUKT pikpoosvotoyio avaivong oto DNA
TV eAeVBEP®V EPPPLIKMV KLTTAP®V, T 0Ttoia umopel va Tpoépyovtar gite amd To 1510

t0 £uPpvo gite amd To puNTPIKo aipa.(7)

H yvoon g poproxng Paong g mpwtomafolds avocoovendpkelog pmopel vo
ypnowonomBel yw ™V TPOYVEOOTIKY] GUUPOVAEVTIKY] NG OWKOYEVEWNG KOL TNV
OMOTEAECUATIKOTEPN XPNON TPOANTTIKAOV HETPMV, OTIMG 1 £EEIOIKELIEVN BEPATEVTIKT
TPOGEYYION HE OKOMO TN Helwon g voonpdtntoag Kot g Bvnodtmrog Hetd
vévvnon. Ilap’ 6Aa avTd 1 ¥P1NON TOV LOPLIKDV TEXVIKMY TPOYEVVITIKA OV AmOTEAEL
aE10mIoTO HEGO Y100 OIKOYEVELEG LLE CUUTTMOUATO TPOTOTAHOVS 0VOTOUVETAPKELOS YMDPIC
kaBopiopévn poplokn Odyvmor, OTmMG o€ MOAAEG TMEPIMTMGELS KOWNG TOKIANG

avocoavemdpkelog.(7)

O veoyvikdg €heyxoc v T Popld PEIKTH OVOGOOVETAPKELL, OTOTEAEL TOV TPOTO
SyvomoTikd EAeYY0 TPOTOTAO®OV OVOCOUVETOPKEUDY TOL EPOUPUOLETOL GTO YEVIKO
TANOLGUO, VD amOTEAEL KO TOV TPAOTO VEOYVIKO EAEYXO OV YPNOCLUOTOIEL LOPLOKES

TEYVIKEG avaivong 6to DNA veoyvav mov mpoépyeton amd v kapto Guthrie.(46)
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Biproypagpikd, o emmoAiacudg tov mepiotatikdv g SCID Oswpovtav mepimov
1:50,000—1:100,000 yevvnoelg, map’ OAo ovTA, dedOUEVE OO TNV EQUPUOYN TOV
TPOYPOUUAT®V VEOYVIKOD €AEYYOV oTnV Apepikn delyvouv 0Tt 0 emumoAacudg sivot
vynAoTEPOG, pe TV Kaipopvia va tapovoidlet emmoracpd 1:33.000 (48) kot ™ Néa
Yopxn 1:48.000 (47).

Ta veoyvéd mov vmdyovior oe TePAUITEP® OEPELVNON HETA TO VEOYVIKO EAEYYO
avépyovtonw og 1:5.536 — 1:20.000 otig dwpopeg ympes tov koécpov (I'epuavia,
[ToAwvia, Hvopéveg IloMteieg, Xovndia). (49,50) EmumpocOeta, éEpevva mov
npoypatoromOnke otn Néa Yopkn avédeiEe v mapovsio coPapng avostakng PAGBNS

petd amd TafoAoykd amoTéEAEGHO KOTA TO VEOYVIKO EAeyyo oe 1:5.000 veoyvad.(47)

Me 1t yprion towv TREC (T cell receptor excision circles, aviyvevon mpoiovimv
amodOUNoNG TV VITOd0YEMV TV T-Aeppokvttdpwv pe PCR) katd 10 veoyvikd édeyyo
v ™ Sdyvoon g Bopidg Mewkg Avocoavemdpkelag, avéndnke 10 mocooTto
TPOUNG JAYVOONG TOV VEOYVMOV TPV TNV ovATTLEN GoPapdv EMITAOKAOV O TIg
roméerc. e pehétn mov mephappave 11 mpoypdppata veoyvikol EAEYXOL T0 TOGOGTO
emBimong tov veoyvav pe Bapid Mewkt Avocoavendpkeia fjtov 87% (610 T0GOGTO
avtd cvumeptlopPoavotay Kot to veoyvd mov dev vroPAnOnkav oe petapdoyevon

OLLOTOMTIK®V KLTTAP®V).(51)

Néa épevva omnv Apepikn Hetd amd 6,5 ypovia EPUPUOYNG TOV VEOYVIKOD EAEYYOV GE
neplocotepo amd 3 ekatoppvplo veoyvd, avédeite S0 mepurtooelg SCID pe 96%
emPioon.(52,53) Beitioon mopovciace kKot o ypdvog avapovig ywo. Bepomeio pe
LETOUOGYEVGT ALUOTOMNTIK®OV KLTTAP®V, T.Y. 6€ £pevva TS Macayovsétng ftav 6.5
UNVEG TPV TOV VEOYVIKO €Aeyyo Kou 3.4 pnveg HETE TNV €QOAPULOYT TOV VEOYVIKOV

eréyyov.(54)

[Topd tig onpoavtikég eEeAEEIG GTOV TOUEN TOV VEOYVIKOD EAEYYOL, O SLoYWPIGUOG TNG
atiag anoieog tTov T kuttdpov mopapével SueyePNS. LTV OPOPOIEYVOCT NG
ainBovg SCID meprhapPdvovror kot GAAEG dloTOPOYES, TOV OMOLTOOV OLOPOPETIKN
OepamevTIKn AVTILETOTION OO M ayevesia Tov Bvpov, 1 omoio dev VIOKELTAL O
Oepameio pe PETAPOGYEVOT QUOTOMNTIKOV KLTTAP®V.(7) X& VEOYVA e UEHOVOUEVT
averapkeln T- Kuttdpwv, givor onuovtikod vo Anedei vrdoyy, to svvopouo Di George,
GAAeg poppéc Bupkng duoiertovpyiag 1 N TANPNG amdAELL TOV Bopov adéva. Avtd

OGULVETAYETOL CNUAVTIKES UETAPOAEG GTNV OVIILETOTION TOV acHEVOY KOOGS 1 KON
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Oepancio ot SCID elvor 1 HETOUOGYELOT QUUOTOMTIKAOV KLTTAP®V, EVM GTNV
TEPIMTMOOT TNG GLYYEVOVS EALEWYNC TOL BOUOL adéva, 1 petapdoyevon Tov.(2) [Tibavn
etvar  Ttapovoia younrotepov emnédmv TREC ota mpdmpa veoyva Katd To veoyvikod

ELeYY0, YEYOVOG TTOL TOVILEL TNV avAYKT ETAVEAEYYOV TOVC.(55)

o v enthivon TV TEPOPIGUOV OV TOPOVCIALEL O VEOYVIKOG EAEYYOG, TOAAG
TPOYPAUUATO £XOVV EQAPUOCGEL T1 YPNON TOV HLOPLUKDV TEYVIKOV MG EXKOVPIKO HEGO
¢ avaivong TREC. ITwo cvykekpiéva n xprion popakov texvikov DNA (NGS) ue
nhvel yovidimv 610 aipo Tov veoyvol mov AapPavetor amd v kapta Guthrie, pmopel
vo  odnynoet otV KoBOPIOTIK  HOPlOKN  Sdyvewon TG TPOTOTaOovg
OVOGOUVETAPKELNG KOl VO TPOGPEPEL TANPOPOPies TOV Ba emnpedcovV TN BEpamEVTIKY|
OVTILETMOMIGT TOL VEOYVOD. EmmAéov peudvouv Tov xpovo AMYng TV amoTeAEcUATOV
amo efoopnddes pe pnveg oe 3-4 epydoyieg nuépes. H ocvvdvaotikn epoppoyn piog
vynAotepng moboroywns tywng TREC oe cuvovacpd pe m ypfon tov HoplaKdv
teyvikddv NGS emitpénel v aviyvevon atvnng 1 leaky SCID, pe amotéleocua v
TPOIUN  OVTIUETOMION HE UHETAUOCKEVON OUOTOMTIK®OV Kuttdpwv. H emruymg
epapuoyn g poprokng texvikng NGS oto veoyvikd €reyyo ¢ emukovpikd HEGO,
avédelEe v mbavn duvatdTNTa YPNONG TG WG TPOTAPYIKN HEB0dO aviyvevong twv

TPOTOTAODOV AVOGOOVETAPKEIDV.(56)

To TAeoVEKTNUATO TOV TPAOLUOV VEOYVIKOD EAEYXOV Umopel TOAAEG POpEG val YivovTon
AVTIANTTA LE SLPOPETIKO TPOTO 0td TOVG YOVEIC Kot TOVG 1atpovc. Ot yoveic motevovy
OTL 1 SLVATOTNTA TPAOUNG SLAyvmong popet: (o) pe ypriyopn mapéufacn vo avénocet
v mbavotto £vog vYovg veoyvov, (B) va meplopicel T ypovoPopo kot emimovn
JyvOoTIKY dtepedvnon Kat, (Y) Vo TPoGEEPEL TEPIGCOTEPEG EMAOYES GTOVS YOVEIS
OGOV aQopd TIGC EMOUEVEC EYKVLUOGVUVEG. Avtifeta Y100 TO 10TPIKO TPOCMOMIKO, M
YPNOUOTNTO TOL VEOYVIKOV EAEYYOV Umopel TOALEC Popég va TeplopileTal 6TOV TPOTO
TPOGEYYIoNG Kol Olayeiplong tov aclevav pe okomd v Peitioon g Tpoyveong

T0V6.(56)

[ToAAG NOKd epTHOTO TPOKVTTOVY TOGO HETE TNV EPOPLOYN TOV VEOYVIKOD EAEYXOV
0G0 KOl YEVIKO TOV HOPOK®OV TE(VIKOV Y. TNV OVIYVELON TOV TPOTOTUH®OV

avocoavemapkel®v. To onuavIikOTepPa €K TV omoiwv giva:

1. H avigvevon voonudtov yopic owbéoun Oepancio (my Ataio-

Tnlayyeiektoacio),
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2. H avedpeon mbovodv maboroyik®dv oAANAOLYLOV, 01 0TOlEG OUMG OEV PEPOLY
KOTOWL  OTOOEOELYUEVY]  OULGYETION  UE  TOV  QOIVOTUTO  TTPMOTOTAOOVG
0LVOGOOVETAPKELOC.

3. H mpootacio g yevetikng mAnpoeopiog kot 0 oefacudsg TG ¢ TPOCOTIKO
ogdopévo tov acbevr, 1060 katd TV emeCepyacio TG OGO Kol KoTd TNV
amobnkevon g oTiG Phoelg dedopuEvmy.

4. H dvvatomrta mpoécPacng dAwv oveEoptNTmg TV TANOVGUIOKOV OUAd®V,
aALG KOl 1 SVVATOTNTO ACPOAGTIKNG KAALYNG TOL KOGTOVG TOL YEVETLKOV

eléyyov.(57)

H avedpeon petorrdéemv vredBovav Yo Tov otvoTumo evog achevig e Tpmtomodn
OVOGOAVETAPKELD UTOPEl VoL 00N YNOEL 6TV KOADTEPN TPOPAEYT TG KMVIKNG TTopeiog
mg voocov. Ilopdderypo  mpwTomaBods  OVOGOOVETAPKEWNS HE  GLGYETION
yovoTumov/avotimov givar to cvhvopopo Wiskott-Aldrich (WAS). To chvopopo WAS
amotedel  éva  onuovTiKO  mopddsrypo  TpOTOTABoVS  OVOGOOVETAPKENG  E
TOIKIAOHOPPI0 TOV KAVIKDOV QOVOTOTTMV KOl SL0POPETIKY OEPATEVTIKY TPOGEYYIoT V1o
ka0’ évav amd avtovg. [T cvykekpiéva, peTAAAOEN TOv 00Myel GE YEVIKELUEV
ATOAELD EKQPAOTG TPMTEIVNG avTioTolyel o€ Papld KAvikY| mopeio pe vYNAS kivduvo
avantuéng avtoavociog kot kakonelag. Aviifétmg, HeTOAAEN OV EMTPENEL TNV
pepkn mapaymyn g npwteiviig WASp, mbavoév avtictotyel 6tov @avOTumo TG
@vLlooHvoetng BpopporvtTaponeviag kot oyt ekeivov g Baptég popeng g vocov. O
SOPIGUAGC avTdg 0dNYel 08 SPOPETIKY TPHYVMOON Kol SPOPETIKY BepamevTiKn

avtipetonion.(7)

H enitevén g yevetikng dtdyvoong e v yp1oN HOPLIKAV TEYVIKAOV, SLEVKOADVEL
TOVG 1ITPOVG VO TPOGPEPOVY KOADTEPN GUUPOVAEVTIKY] GYETIKA pe TNV Topeio NG
vooov kol o€ acbevelg pe dronn cvuntopatoroyio. Emitpénet axodpo v amopuyn
TEPLTTOV  OOYVOOTIKOV EEETAGE®MV Kol oomyel oe efatopukevpévn Bepamevtikn
epovtida. [Mapaderypa arotehovv acbeveic mov mapovsidlovv PapiTepeg LOPOES NG
KOG TOWKIANG avOGoaVETAPKELNG AOY® HETOALAEEDY o€ Yovidla Tov oyetilovtal pe
™ Papud pewkty avocovendpkelo. H poplokn sidyvoon mpocseépel ) dvvatdtnta
avebpeong g outiog ¢ Poplic CLUTTOUATOAOYIOG TOVS CAAG KO TNV KOADTEPT

evnuépwon twv actevav.(7)
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Oocov agopd v Bepomeio TV 060evdV, OVOUEVETAL TMG Ol GLOYETIOELS UETOED
YOVOTOTOV/@atvotvmov Bao avEnbodv, pe v amokdAvyr oloéva Kol TEPICCOTEPWOV
YEVETIKOV UNYAVICUAOV, 0ONYOVTOG 0 £EATOMKEVUEVEG DEPUTEVTIKEG TPOGEYYICELS.
Avtd Ba 0dnNynoel 6T OTOSWOKY UEIMON TV TEPLOPICUMY TOV TPOKLATOLV GTN|
Oepamevtikn avTipetoOnion Tov actevav pe faon to eoawvotvmo. Ilo cvykekpuéva,
acBeveic pe petaAld&elg mov mpokaAovv avENUEVN Asttovpytkotnta, Ba £xovv
JVVaATOTNTO EPAPUOYNG CTOYEVUEVAOV KOl EENTOMKEVUEVOV Bepameldv, pésa and v

avayvopion TV BAapdv 610 avocstokd cHotnua.(58)

[ToAAéc mpwTomafelG avocoavVETAPKEIEG EKTOC TNG PaPLlG LEIKTNG OVOGOOVETAPKELNS
avipetonilovior pe  peTapdoyELon  apomomTikav kuttdpov. H onpocio ¢
LOPLOKNG OByVMOONG TPV T UETAUOCKEVOT] EYKELTOL OTN XPNON EEATOMKEVUEVOV
VROoTNPIKTIKOV pécwv. [oapdaderypo amotehel m mepimtwon g KOwng moKiAng
avocoavendpkelag pe avemdpkeio LRBA(lipopolysaccharide-responsive and beige-
like anchor protein) yio Tnv omoia pmopet va ypnopomombet o froloyikdg Topayovog
abatacept, m rapamycin omv oamloavendpkein CTLA-4 (cytotoxic T-lymphocyte-
associated protein 4) ka1 o ProAoykdc mopdyoviag anakinra GtV OVETAPKELD TOL

VTOJ0YEN TOV OVTOY®VIGTN TNG vTepAevkivng-1.(7)

Ot mepiocidtepec mpwtonabeic avocoavemdpkeleg amoteAovy ow Plov acOéveles e
ouvveyn avaykn Beparevtikng mopéppaocns. [a to Adyo awtd, kabvotépnon 1 StoKony|
g Oepameiog v avapov] TOV OTOTEAEGUATOV TOV LOPLIKOV £EETAGEMY UTOPEL val
0éoel oe xivouvo v vyelo Tov acBevov. Tlapdderypo amoterel M @LAOGHVOETN
ayoppocoopvoipic. H - @uAooivdetn  ayoppaceoipvopio  mpokaAeitor  amd
LETAALAEELG GTNV TUPOCIVIKNG Kivdomg Bruton kot yapaktnpiletor amd minpn EAdeym
tov B-kuttdpov. Avtd odnyel oe oadvvapio Topay®YNS OVOGOCOUPIVAV Kol
AVTICOUATOV LE amoTEAESHA Paplég PakTnplakéc AOUDEELS Kol optopéveg oyeveis. H
OVOGLOKT 0TI OVETAPKED OVTILETOTICETAL OMOTEAECHOTIKA UEC® NG Ol Piov
Bepaneiog vrokatdoTaong HE Y-0PuIpivn, KOOMOG dev VITAPYEL TOAVOTNTO OVTOUATNG
Beitiwong oty mapaywyn Tov B-kuttdpwv. H avedpeon tov eldeipatog 1660 twv B-
KuTTap®V 660 kot g tpoteivig BTK pe ™ ypnon g kuttapopetpiog pong o vav
appeva as0evn etvar dStayvootikn. o Tov Adyo avtd dev amatteitor Loplakt| S1dyvmon)
™mg vocov Yo v évapén g Oepameiag vrokatdotaong, Kabdg avtd pmopet vo

kaBvotepnoet T Bepamevtikng g avtipetdnion.(7)
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https://en.wikipedia.org/wiki/Lipopolysaccharide

AMEC LOPPEC AVOGOOVETAPKELNG TOV amontovV Ol Piov Bepameio Kot dev amotovv
TNV ¥PNOT HOPLOK®V TEYVIKMV YL TNV O0yV®ON TOVG €lval 1 xpOVIo, KOKKI®UOTMONG
v660G kot to ovvdpopo Wiskott-Aldrich. Zvunepacpatikd, n kabovotépnon i dtokomn
¢ Oepameiag &v oavopovn TG YEVETIKNG Oudyvwong dev omotedel amapoitntn
TpovTdheoN Yo TN Sdyveoon ToV acHevELOV VTOV Kot TNV EMAOYN TNG KATAAANANG

Oepamneioc tovc.(7)

To mAeovekTNUOTO TNG HOPLOKNG O1dyvmong emekteivovion mépa, omd Tov 1010 TOV
acBevn, AOY® TG OLVATOTNTOG TOV TPOCPEPOLYV GTNV OVEVPEST] POPENMYV TPOTOTAHDV
OVOGOOVETMOPKELDY KOl OTNV  €QPOPUOYN TNG YEVETIKNG GLUPOVAEVTIKNG. XTIG
TpoTOTodElc avocoavemdpkeleg MEPAAUPAvVOVTOL TOCO @LAOCLVOETEG OGO Kol
OVTOCOUIKEG VTOAEWMOUEVEG HOPQEG (M. YPOVIO KOKKI®OHOT®ONG VvOGog). O
OOPIGUOC HETA) TV OPOPETIKAOV HOPPOV KANPOVOUIKOTNTOS UTOPEL va
EMNPEACEL TNV OIKOYEVELN TOV 0l60EVODS, LEGM TG dlePEHVNIONG TOVG Yo OOV POpEia
¢ vooov. Tapddetypa amotedel n LAOGHVOETN LOPPT TNG YPOVIOG KOKKIMUATHIOVG
vooov. [ToAhol amd Tovg Popeic TG YPOVING KOKKI®UATMOIOLG VOGOV TTopOoLGLALovV
YOUPOKTNPIOTIKA OmMpeio. KOl CUUTTOUOTE, €V QEPOLV TOV Kivouvo ovAmTuéng
ocopuntopdtov g Owg g voécov oe mepintwon adpavomoinong tov X
YPOLOCOUATOS. AVIIOETMOG GTOV OVTOCOUIKO VTOAEITOUEVO TOTO KANPOVOLUKOTNTOG,
A POYOKVTTOPO TOV POPE®V TOPOLGLALOVY PLGLOAOYIKT AELTOVPYIO LE PLGLOAOYIKEG

epyaomnplokég e€etdoeic Aettovpywdtnrag.(7)

Ot d1opopéc avtég Tovilovy TN onpacio TG LOPLOKNG O1ByVOoNS TMV POPENMY KOl TOV
TOMOV  KANPOVOUIKOTNTOS TOV TPOTOTAODV 0VOCOOVETOPKEUDY HE OKOMO TNV
Katavonon Tov mboavod KvdOvVov G€ TEPIMTOOTN E€YKLUOGVVNG, TNV OIKOYEVELNKT|
GUUPOVAEVLTIKY| KoL TN ANYN OTOPACEMY TOV UTOPOLY VO LELDGOVY CNUOVTIKE TOGO
TOV KIVOLUVO amOKTNGNG VOCOUVTIMV amoyOvVeOV oAAE Kol TO VYELOVOUIKO KOGTOS TOV

ovto emeépet.(7)

AveloptNTOC TOV TAEOVEKTNUATOV TOL TPOGEEPEL Pio poplakn Odyvoon eivol
onuovtikd va. Anedel vwoyy  mhovotnta avt) va unv eival emBopnt) and Tov
acBevr| TOGO Y10 TPOCOMTIKOVG OGO KO Yl €My yEALOTIKOVG Adyouc. ' To Adyo avtd
etvar amapoaitmtn 1660 M GLVUPOLAEVTIKN TOL acBevi] OGO Kol 1M ANYN YPOTTNG

ovYKaTdBEONC TPV OO TNV EPOPLOYT TOV HOPLOK®V TEXVIKAOV.(7)
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KE®AAAIO 6°: LYZHTHEH-LYMITIEPAXMATA

To oamoteAéopota ovéSElEoV TIC HOPLOKEG TEXVIKEG TOL EMAEYOVTIOL TOCO GTO
EPELVNTIKO OCO KOl GTO KAIVIKO KOUUATL d1epeHvNoNg Kot S1dyvmong TV TPpMTOTaddV
OVOCOOVETOPKEIDV, UE TIG HOPLOKES TEYVIKEG aAAnAovylone DNA (NGS) va
Kuplapyovv. EmmpdcOeta, vrédei&ov OTL 1 ¥p1ioTn TOV HOPLOK®OV TEXVIKMV 0dNYel o€
abENOT TOV TOGOGTOV S1AYVMONG TV TPOTOTAH®Y 0VOGOUVETOPKEIDYV, 1O10{TEPA OE
oVYKeKPIEVES opddec acBevov. TTapdiinia n pLoplokn d1dyvmaon UTopel vo 00y oeL
o€ oMoy NG TMPOTOUPYIKNG KAWVIKNAG Oldyvmone oAAd kot NG Oepamevutikng
TPOGEYYIONG, EVD TPOGPEPEL TN SOLVOTOTNTA SIAYVOCTC OPICUEVOV TOTMOV TPMTOTOODV
OVOGOOVETOPKELDV KOTA TNV TPOYEVVNTIKN KOl VEOYVIKY TeEPi0do, TN duvaToOTnTO
OIKOYEVEWNKNG GULUPOVAELTIKNG Yo TNV TPOANYN TOLG pe PdAom 10 HOVIEAO
KAnpovopkdtntag Toug kot e€edkevpéveg Bepamevticég pebodovg. Ilap’ dAa avtd ot
HOplaKéG TEYVIKES yapakTnpilovial amd opIGUEVOLS TTEPLOPIGHOVS, Wtaitepa OGOV
aQOPA TNV TPOGPAGILOTNTO GTO EEEIOIKEVIEVO EPYOCTNPLN KOl TO KOGTOG, OAAG Kot

ONUAVTIKA N0 SAnppaTe OTTMG 1) XPNOT TG YEVETIKNG TANPOPOPLaG.

>ty mapovoa BiPAoypagiky] avackdmTnorn depeuviinKay ot SlopopeTiKol THTOL TV
HOPLOKADV TEYVIKMOV, TO LELOVOUEVO KO GUYKPLITIKG TPOTEPTLOTA KOl LELOVEKTILOTO
nov mapovctdlovy, my N aAAniodyion kotd Sanger, n onoia e€axorovdel va mailet
ONUOVTIKO POAO GTY| JAYVOCT] TOV TPMOTOTOHDV OVOGOUVETUPKELDOV OAAE KOl GTNV
emPePainwon TV AnToTEAECUATOV HETE TN XPNON TOV VEOTEP®V LOPLOKDV TEYVIKMOV
OAAG pelovekTtel oe oy€on HE TNV OAANAOVYLIOT VENG YEVIOC, 1| OTTOl0L EMTPEMEL TNV
TOVTOYPOVI OAANAOVYIGN TOAADV TOAVAOV LTEVBVVOV YOVIdl®V, KOl TNV OVEVPEST

VE®V YOVIOLOK®OV petaAraéewv. (1,2,8)

Méoo amd tnv OlEPeLYNOT NG OMOTEAEGUATIKOTNTOS TOVS OTn Odyveon Tomv
TPOTOTOODOV OVOCOUVETOPKELDV, OveELPEOMKAY TOALES HeAETEG OV TaPOLGLAloVY
ONUOVTIKN aENGN 6TO TOGOGTH O1AyVMONG LE TNV XPNOT TOV LOPLIK®V TEXVIKMV, TO
omoio oe mpoopateg E£pevves @Tdvel 6to 60%-70%. To vynAd owtd MOCOGTO
TOPOVCIALETAL GE GUYKEKPIUEVEG OUAOES TANOLOU®V HE OPIGUEVO YOPOUKTINPIOTIKA
(TumKOVG  POVOTOTOVG,  KAVIKG Kot PBloymuikd  xopoknpiotikd mpwtomafoigc
OVOGOOVETAPKELOGC, GLYYEVELL e€ aipatoc, OeTikd OLKOYEVELOKO
otopkd)(5,19,29,30,32), o€ GUYKEKPIULEVES KaTnyopieg TpwTonad®OV
avocoavemapkeldv (my SCID)(16) kot o OLYKEKPIUEVEG MNMKIOKEG OMAOES

(moudroTpkdc mAnBvopde).(16,27,32-36,45)
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Me yvopova to mopamive eivol GUavVTIKO VoL TOVIGOVUE OTL TO TOGOGTO TV YAUMV
petald ovyyevov €€ aipatog oty Méon Avatodn ¢tdver 10 65%, onpavtikd
vynAdTEPO o€ oo pe ekeivo ¢ Evpdnng, tov meploydv tov Avtikd Eipnvikov kot
¢ Aatvikng Apepikng (5.6, 2.3, and 0.96%, avtiotorya). Avtd €xel ¢ cuvénela, 1
EMNTOON TOV TPOTOTAODV AVOGoaVETAPKEIDV 6T Méomn Avatodn va givar 20 popég
peyaAvtepn o€ cvykpion pe t Notwo Apepikn| kot v Evponn.(5) Emmpdcsbeta d6cov
aeopd TV NAKIHKNY opdda, 1 mhovOTNTa OVELPESTC UOVOYOVIOLOKNG UETOAAAENG
0TOVG EVAMIKEG acbevelc e NMOTEPA CLUTTOWATO Elval YOUNAOTEPT. AVTO £XEL O
amoTéAeopa pLelmon g dlyveooTiknG omoteAespatikotntoc. [TiBava aitio amotelovv
1 TOAVYOVISIOKT KANPOVOUIKOTNTA, 1| EMIKTNTN 0VOGOAVETAPKELD 1| 01 TEPIPaAAOVTIKOT

napdyovtes.(16)

Ov poploxés teyvikég emrpémovv  okopo (o) TV avedpecn TOv  TPOTOL
KANPOVOLKOTNTOG TNG VOO0V, LE TNV GLTOGMUKT VIOAETOUEVT VO KVpLopyel otV
TAEIOVOTNTO TV UEAET®V, YeYOvOS mov mhavov o@eidetal 6to LYNAL TOCOGTA
ovyyévelag €& aipatog(28,29), (B) tovg THmoVE TOV TPOTOTAIDOY 0VOCOUVETAPKEIDV
OV EMKPOTOVV OTIC OAPOPES YDPEG TOv KOGHov(13,24,25,27). Emumdéov pmopei va
00MYNoOLV G€ UETAPOAN] TNG apYKNG KAVIKNG Otdyvoong (g kot 55%) kot tv
KMVIKOV amo@doemv (Eog kot 39%).(19,21,24,33,44)

Télog péoa omd v  PipAloypoeikn ovooKOTNON TOPOLGLACTNKAY KOl  TO
TAEOVEKTNLLATO, TOV TPOGPEPEL 1) YEVETIKY OyVOOT LE TNV ¥PNON TOV LOPLOKOV
TEYVIKAV, OAAG kol to MOwcd Supata mov onovpyel. Mo ocvykexpuéva, m
EQOPLOYT] HOPLOKDV TEXVIKOV ¢ MKOLPKO péco g avdivong TRECs katd tov
VEOYVIKO EAEYY0, TPOGPEPEL UEYOADTEPN OLOYVMOOTIKY OTOTEAEGUOATIKOTNTO KO
duvatodmto eEatopkevpévng Bepaneiog.(56) H epappoyn tov yevetucon eléyyov pe
TNV XPNON HOPWIK®OV TEXVIKOV TPOYEVVNTIKG EMTPENMEL TNV  TPOYVOGTIKN
OUUPOVAELTIKN TNG OIKOYEVELWNG KOl TNV OMOTEAECUOTIKOTEPT YPNOT TPOANTTIK®OV
HETP@V, OT®MG M €EEOIKEVUEVT] DEPATEVTIKT] TPOCEYYIOT LUE GKOMO TNV UEI®ON TNG
voonpotag kot g Bvmoyomntoag petd v yévvnon. EmmAéov mpooeépst
duvatdHTTo. KOBOPIGHOL NG TPAYVOGNS TNG VOGOV, OIKOYEVEINKNG GUUBOVAEVTIKNG

OAG  KOL  EQUPUOYNG TPOCOTOTMOMUEVIS Kot  e&eldtkevuévng  BepamenTikng

pocEyyionc.(7)
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INUOVTIKO KOUUATL TNG YPNONG TOV HOPLOKAOV TEYVIK®OV OTOTEAOVV Kot To MOKd
StAupato Tov Topovstalovy itepa OGOV aeopd TNV TPOSPaciudTNTO Kol TO
KOGTOGC TOLG, OAAQ KOl TNV XPNON Kol amofNKEVOT TNG YEVETIKNG TANPOPOPIaG T™V
acBevav.(56,57). T tov AOyo avtd M TANPNG eVNUEP®ON Kol 1 ANYN YPOTTNG

ovyKatdfeon g omoTELOHV OVOTOOTAGTO KOUUATL TG dtadikaciog.(7)

Axopo mpémet va emonuoviel o meplopiopdg G mapovoas  PPAoypapKig
OVOOKOTNONG, N ool meEPAapPavel peAéteg pe Ogtypato 1060 eVAMK®OV OGO Kot
TOLOOTPIKOV 000EVOV, KOOMS 01 LEAETEG IE OMOKAEIOTIKA TTad1oTpikd TANBLGLO MToV

Wduitepa TEPLOPICUEVEG,.

Enopévac, n mapovca BipAoypagikr ovacKOTNGT avadEKVOEL TNV AVAYKT TEPULTEP®
LEAETAOV Yl TNV OMOTEAECUOTIKOTNTO TNG YPNONG TOV HOPLOIKADV TEXVIKDV,
TPOYEVVNTIK(, GTN VEOYVIKY], Bpe@ikn kot modikn nAkio. Eniong tmg n avedpeon g
YEVETIKNG autiag emnpedlel, TV TototnTo (ONG TOV VEAPOV 00HEVDV, TNV TPOYVOO)
TOVG, TN OEPATEVTIKY| TOLG TPOGEYYIGT Kot TH dVVATOTNTO EPOPLOYNG EEELOIKEVUEVMV
Oepanevtikdv moapepPdocwv (yovidwakn Oepameio, Proroywol moapdyoviec) eivon

EPMTNLOTA TTOV AVOUEVOLY VAL ooVt fovv.

SVUTEPACHATIKA, Ol EEEMEELS GTOV TOUEN TOV LOPLOKMY TEXVIKMV Y10, TNV O18yvmon
TOV TPOTOTAODV 0VOGOOVETAPKELDY TPOCEPEPOV UEYOAVTEPAU TOCOGTH O1dyvmONG,
E0KA LLE TNV EICOYOYN TOV HLOPLOKAOV TEXVIK®OV aAlnAovyiong DNA (NGS), aAld kot
TNV KOAVTEPT KATOVONOT TOGO TOV OVOGLOKOD GLGTNUOTOS OGO KOl TMV YEVETIKMV
a1tV dvsiertovpyiog tov. Ta mocootd avtd Tapovsidlovy peyaivtepn Pertioon o
opopéveg HOVO opddeg acBevdv HapTUPOVTOG HE TOV TPOTO aVTO TN OLVOTOTNTO
eEEMENG oTOV TOPEN TNG OVOCOAOYIOG KOl T®V TPOTOTAODV OVOCOUVETOPKEUDV.
Inuavtikn Bertioon £xet emtevyBel axdpa pEca amd T (PO TOV LOPLIKAOV TEXVIKOV
OTOV TPOYEVVNTIKO KOl VEOYVIKO EAEYXO TV TPOTONAODV 0VOGOUVETAPKELDY, GTNV
OLKOYEVELNKT] GUUPOLVAEVTIKY Kol 6T BepameVTIKY TPOocEyyion TV acOevov. [Tapd ta
avénuéva ToGooTd dLAYVOoNS GTOV TodATPIKO TANBLoUO, 0 TEPLOPIGUEVOS OPlOUOC
HEAETMOV OV VO, TOV OPOPOVV €5 OAOKANPOL, OVAOEIKVOEL TNV AVAYKN TEPOUITEP®
EPELVAV YOl TNV OTOTEAEGUOTIKOTNTO TNG YPNONG TOV HOPLIKADV TEYVIKAOV GTOV
Tond1oTPIKd TANOVGUO KOl TIG EMTTAOCELG TTOV EYEL T AVELPEST] TNG YEVETIKT OLTIOG GTNV

TPOYVOOT), TN 0EPAMELTIKT TPOGEYYIoT Kol TNV To1dTNTO {MNG TOV UIKPOV AGOEVDV.
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