ALOLQAVELD, TTOV TTPOEKVYE
UETA UTTO TPOCKANON
(ko) TOV
QOLTNTPLOV/POLTNTOV Y10,
TOPOVCLUGT EPYOCLOV GE
GUVEOPLO (VTOOELYLA)



https://www.events-free-spirit.gr/9o-eege-2022/ergasies

NYNAIKOAOINIKEZ ENAOKPINOAOIIKEZ KATAZTAZEIZ ME NENETIKO YINTOBAOGOPO
Ovoupara Zuyypa@iEwv

Eicaywyn: H NuvaikoAoyikry EviokpivoAoyia, HETAEU AAAWYV, AOXOAEITAI HE YUVAIKOAOYIKEG-
HAIEUTIKEG TTABNOCEIC EVOOKPIVIKNAG alTiIoAovyiag. QoTO00, OPICHEVES ATTO TIGC TTABNOCEIC AUTEG
EXOUV KaBapda yeVETIKO uUTTORBaBpo.

ZKOTrog: 217a TTAAicIa TNG €TICTAMNG TNG NeVETIKAG, va YivEl CUCXETION KATAOTACEWYV TTOU
EXOUV YEVETIKO UTTORBABPO HME YUVAIKOAOYIKEG-MAIEUTIKEG TTABNOEIC EVOOKPIVIKAG AlTIOAOoYyiac.
YAIKO, M£0030cg: TO UAIKO TTPOEPXETAI ATTO EKTETAMEVN BIBAIOYypPA®IK AvaoKOTTNON
YUVAIKOAOYIKWV-HAIEUTIKWY TTABNCEWYV eVOOKPIVIKNAC AITIOAOYIAC ME YEVETIKO UTTORBaBpo.
ATrTrToTeAécouara: EvOoselkTIKA: 1) TTépav TOU cakxXapwon diaBniTn Tuttou | kal TutTou |, uTTapXE!
KOl oakXapwong SiaBnirtng Jovoyovidiaknig aiTioAoyiag. Mg dedopuEvo OTI auTou Tou TUTTOU O
CAaKXapwong S1aBiTNgG JNTTOPEI va SIayvWwOoTEI O VEAQPN avatTapaywyikr NAIKIa, N CUuoXETion
TOU ME eVOeEXOMEVA TTPORBARMATA KAl KATA TNV KUNnon gival ttpogavning (Murphy R. Monogenic
diabetes and pregnancy. Obstet Med 2015). 2) O KapkKivog TOU pyaocToU TTOU, OE TEPAOCTIO
TTOOCOOTO, £ival OPHOVOELAPTWHEVOCG, ITTOPEI VA £XEI YEVETIKO UTTORBABPO HE TN HETAAAALN TWV
yovidiwv BRCA1 kai BRCAZ2 (larpakng I'. NluvaikoAoyikr) OykoAoyia. Ekddooeic ZeBeAeKAKN
2021). 3) To cuvdpopuo Down OTIC YUVAIKEG NTTOPEI va epavideTal N diaopou BaBuou
coBapdTnTag yuvalkoAoyikeg (Smith AJB, et al. Gynecologic Care in Women With Down
Syndrome: Findings From a National Registry. Obstet Gynecol 2020), evOOKpPIVOAOYIKEC KAl
AOITTEC EKONAWOCEIC KATI TTOU, EVOEXOMEVWCG, ECapPTATAl KAl ATTO TNV UTTapgn Tplwv
AVEEAPTNTWY XPWHOOCWHATWY 21 N Aatrd TN XPWHOOWHIKA dilaTapaxrn TTOU TTPOEKUWE HETA
atTd® OXETIKN HeETAGBeon/translocation.

Zuptrepaocuara: H eTmiotTripun TNG NeVETIKAGC KAAEITAI CUXVA VO CUCXETIOEI KAl va EePpHNVEUCEI
YUVAIKOAOYIKEGC-MAIEUTIKEG TTABNOEIC EVOOKPIVIKAG AITIOAOYiac.



APKETA GTOLYELN TOV £YOVV
ocvCntNOel Ko o€ Tponyovueva
nodnquoto
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Ribonucleic acid (RNA)

Messenger RNA (mRNA)

5
Phosphate o
o H U  Uracil
Om=p—0O—CH2 o N

Transfer RNA (tRNA)

Cytosine

N N—H

C e RO 6HE QG O O C

H
¥+ T
OmE=o=08 o = Adenine
= N Ribosomal RNA (rRNA)
OH
Sugar-phosphate
backbone
a *ilﬁN o
|
e s, S e -+ Guanine
5 \Q/ %
3 N-H
> OH H
Hydroscy!



O wpoyevvnTIKOC EAEYYOC
neptAoUPaverl T EEETAGELC TTOV
GUVICTMOVTOL GTT] OLUPKELD TG

EYKVULOGUVNC K0l TTOV QTOGKOTOVV
GTNV £YKA1PT 010 yveon Tadncemv
N AVOTTUELOKOV VO ULOALDV GTO

guppvo.

1 2 3 4
Karyotype is a picture of all of an

individual’s genetic information as

seen through a microscope. There are ) ( S ’ ) r 7 ‘ ’ ( ’ (
22 pairs of numbered chromosomes

(autosomes) and one pair of sex-

determining chromosomes. A male 6 1 g 9 10 11
carries both an X- and a Y-

chromosome, whereas a female has

two X-chromosomes. Because a man “ ' ‘ ’ f
can pass down either an X- or a Y-

i n

chromosome, he is the one who 13 14 15 16 17
randomly determines the sex of the
baby. M n TR L ) ‘
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Female Karyotype (46-XX)
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O1 peToALacels (aAAoYEC OTNV AAANAOLYI0 TOV
DNA) aroteAodv Gmavio YEYOVOTO KOOMC
amovTovtol pe cuyvotnta <1% 610 GOLVOAO TOL
YEVIKOU TANOveuov. Mmopel va copfovv eite
OTO YOUETIK(O KVTTOUPO KOl KOTO GUVETELO,
KANPOVOUOVVTUL EITE GTO COUATIKG KUTTUPO
0mtOTE KO o0&V neToPrpalovror oTIC ETONEVES
veVIES. O1 LETOAMACELC cuuParirlovy 6TV
ELLPAVIOT] YEVETIKOV VOCGT|LOTOV.



Katnyopiec petoAraemv

Y apyovv 000 KOTNYOPleC LETAAAAEE®V OVOAOYO LUE TO
HEYEDOC TNC AAAOYNC: O1 YOVIOLUKES KO Ol
YPOUOCOUIKES LETAALACELG.

O1 YoVIOLoKES UETAAAAEELC cuuPoivovy GE ETITESO
YOVIO10V Kol TEPIAaUPBAvVOUY aAAayEC 6TV dAAAOVYLO
UIKPOoV aptipov facemv | N avTIKOTAGTOON HLOS HOVO
Baong evo o1 YpOUOCHUIKEC OLPOPOVV UAAAYEC OE
LEYOAAVTEPO TUTLLOL TOV YPOLUOCOLOTOC.



T'oOVIOW0KEC HETUALACELS
Y Tapyovv apKeTOl TUTTOL YOVIOLOKMDV

UETOAAAEEDV UE TIC KCTNUEIOKEC
LETAAAAEEIS» VO, ATTOTEAOVV TOV
KLPLOTEPO TVTTO. Ml KGNUELOKT)
UETAAAOCT) EIVUL 1] AVTIKOTAGTOO

oG novo paong.



AVTOcO(OT)IKAE VTTOAEWTOUEVO VOCTLLOTO!



AVTOCOUOTIKA VTTOAEITOUEVO, VOGT|LLOTO

Ov QOopELS 08V EKONAMVOVY KALVIK(
CUUTTTOUUTO

2.€ Cevydplo OOV Kot 01 00O EIvall POPELS, M
mOavOTNTA YEVVNONC TAGYOVTOS U010V
etvon 25%



MeTaly AAAMV, 0 TPOYEVVNTIKOS EAEYYOS NTOPEL VO,
nepriopuPaverl EEETUGELS Y0, NETAAAGEELS



2.€ KATOIEC TTEPIMTTMGELS, AVOAOYO LLE TO CNUELO OTO
OTO10 EVTOMICETUL Uio, LETAALAEN GTO YOVIOL0 (A
distinct sequence of nucleotides forming part of a
chromosome) emnpealeTar avticToro N TUPAYOUEVY
apOTEVY. Emouévog, pio uetdAAacn Umopel vor el
(OC GUVETELQ TNV UVTIKUTOGTOOT EVOS OULVOCEONS 0TTO
VO A0 LE (EVOEYOUEVO) OTTOTEAEGLLO, TNV TTOPAYDYT
ULOC TTPOTEIVIC LE OLOPOPETIKT] OO KO
AerTovpyia.



XOPpaKTNPIGTIKO TOPAOELYLLO 0lGOEVELOG TOV
TPOKVTTTEL OC OTMOTEAEGLLO RETUALACEMY OE
EMITEOO YOVIOLOV EIVUL 1] KUGTLKI] LVOOT).
Birth prevalence: 1 in 2500

Carrier frequency: 1 in 25

UpToDate 2022



AVTO0OUOTIKO VTOAETOUEVO foveig ,
Voo SKSHX(?VODV
D D KMVIKQ
GUUTTOUOTO
(PUOLOAOYIKS YOVidLo Otav now oL 800
l I eic elvau
, €ig, T MOLOLA
CF yovibio Natépa Mntépa o
Y ’ PeS , ’ P , TOVG £YOoVV 25%
popEag tou yovidiou CF popEag tou yovidiou CF mOavoTITES VUL
vevvn0ouv ue ™
Nawdid v00O.
b B @
Mawdi Mawdi Mawdi Mawdi
UYLAG popéag tou yovidiou CF Qop€ag tou yovidiou CF ue KuotkA'lvwon

Ot popeic dgv




AVTOGOUOTIKO VTOAEUTOUEVO foveig ITaoyovv ue v
voonpa D {510 mbavoTnTo

KOl TO, OVO PO
(PUOLOAOYIKS YOVidLo Otav now oL 800
I I I eic elvau
, €1C, T TOLLOLOL
CF yovidio Matépag Mntépa 5

TOVUG €Yovv 25%

popéag tou yovidiou CF popeag tou yovidiou CF mﬂav()ﬂ]tag v

vevvn0ouv ue ™
Mawdia v000.

Mawdi Mawdi Mawdi Mawdi

UYLAG popéag tou yovidiou CF Qop€ag tou yovidiou CF ue KuotkA'lvwon




14 |4 r -K { ’I
AVTOCOUOTIKO VTTOAEUTOUEVO foveig voriel el :
) Me tov 1010 TpOTO KANPOVOUOVVTOL:
Voo ua
' . -ApemavokvTTopiky Avoupio
-B Meocoyeiokn Avopio,
-0, MecoyelaxnAvoupio
(PUOLOAOYIKS YOVidLo Otav now oL 800
I eig elvau
CF yovibio . Ve €lg, TO L0,
atepa ntepa /
pac P TOVG £YOoVV 25%
popEag tou yovidiou CF popEag tou yovidiou CF mOavoTITES VUL
vevvn0ouv ue ™
MNadia v0Go.
B B @
Mawdi Mawdi Mawdi Mawdi
UYLAG popéag tou yovidiou CF Qop€ag tou yovidiou CF ue KuotkA'lvwon




2tnv EAAGOO elvou
OEVTEPT) TTLO KOLVY] YEVETIKN)
vOGOG, LETA TN PB-
Oolacooipio Kot TiIc AAAES
OLLLOCPUIPTIVOTTAOEIES, LE
TOGOGTO POPEMV <3%.



ctval pio

TOV emifniioxwy
KOTTAP@V TOV OPU, OG
KOVIAL IOVTOV YA®PLOV
pvOuiCovtag tnv
1GOPPOTLN LETAED TOV
LOVTMOV GTO ECOTEPTKO TMV
KLTTOPOV.

Chromosome 7

0

( CFTR gene



H xvotikn tvwon
ATOTEAEL L
TOAVOPYUVIKT] VOGO TTOV
TPoGParrel Ta
emOnAloca KoTTOpO!
TOAAL®V COTIKOV
OPYAVOV KO 1010LTEPOL
TOVG TVEVUOVES, TO
YOOGTPEVTEPIKO

GUGTI L0, TO TAYKPEUS
KOl TO NITop.

Chromosome 7

{ CFTR gene



In humans, genes vary 1n
size from a few hundred
DNA bases to more than 2

million bases.




The CFTR gene
resides on the long
arm of human
chromosome 7 and
€encompasses

approximately

<190,000 base pairs of
DNA.

Chromosome7 /\

(ﬂ.)

/

\

{ OFTR geng



CF 1s caused by mutations in a single large gene
on chromosome 7. This large gene (CFTR
[Cystic Fibrosis Transmembrane Regulator]
gene) encodes the

( ) :

which regulates chloride channel function of
epithelial cells of the sweat gland (with elevated
sweat chloride in CF), airway, pancreas, and
intestine. Clinical disease (mainly) occurs when
the above mutations are present in both copies of
the CFTR [Cystic Fibrosis Transmembrane
Regulator] gene.




Careful genetic
counseling is
essential for
prospective parents
with CF since all
offspring of such
individuals will be
carriers of CKF
mutations (and the
risk of children
affected with CFKF 1s
high (if the other
parent carrier).

mHmTR
TuTTu®n vu
00 @O
o0 &0 & &




Av 0 Evog YOVIOG
VOGEL KOl 0 AAAOG

& D
elvoul POPENC TOTE GE i I P I
KGO gyxvpooLvn Natépac Mntépa
Vo, VoL OPENCS Kot

vrapyel S0% > ®
mlavoTNn T TO TOOL I “
50% mOavotnta va

VOGEL. Masi Mausi

pop€eag tou yovidlou CF  pe Kuotkh'lvwon



H petdAlacn pe
LEYAAVTEPT] CLYVOTNTA
TOYKOGUIMC VAL T
f508del. The delta F508
deletion-CFTR accounts
for a large proportion of
disease-causing alleles 1n

White (70%)

Over 2100 difterent
mutations in the CFTR
gene have been
1dentified

http://genet.sickkids.on.

ca


http://genet.sickkids.on.ca/

H
HETAAAOEN

e D@Ita FS08 mutation

g&t}”ﬁzﬁwwg NOTTHAL ROQUE Y

PEE DNA S L AAT ATC ATC TTT QAT GIT ... 3
rotein Asn e e Phe Gly Val

Asn "osition SOS SO06 SO7 SOR Sov so

Asparagine Deletion of the codon (a sequence of three nucleotides which together form a unit of genetic
code in a DNA) for phenylalanine at position 508 is the most frequent disease-causing mutation

v Mutated DNA
DNA 5 L AAT ATCAT - o TaaTr orr 38
Frotein A e e« Gly Val

Position SOS S06 S07 S0 SO0 Sho



AVTIGTOYEL TOYKOGUIMG O€ tEpinmov 2/3 TV
POPEMV TABOYOVOV LETOAALACEMV TOV YOVIOIOU
CFTR. Xt Avtikn) Evponrn, n v AOyw
LETAAAOEN ep@OvICETON GE TOG00TO TTEPimov 70%
TO 01010 POTVEL KAMUOK®OTA 6TIC MEGOYEINKES
yopec (EALGOO, ITaAia, Iomavia kol [loptoyaiia)
Omov avTioTolyEl o€ mepimov 40-60% OA®V TV
HETOAAOCEMV pE TNV EAAGOO va yapakTnpileTat
oo Eva eVPOog ueTacL S0-55%.



To voAomo 1/3 Tewv petoAAdcemy
YOPOKTNPICETOL OTTO VYNAN ETEPOYEVELN OC TPOG
TN GLYVOTITO KOl YEOYPUPIKN KOTOVOLT) TOVC. 2€
QLTNV TNV KOTNYOPLO AVIKOVV KATOLEC
uetadrdcers (R334W, R553X, W1282X, etc.)
mov Bemwpovvtal o1 cuyvotepeC uetd tnv AF508.



Ta dTopa mov eEpovV Eva LOVO
TofoA0Y1KO YOViOlo AEyovTal
QOPELC Kot glval amoADTOS VY.
Kab6G0ov avtoocmuikm
VITOAEITOUEVT) VOGOG, KAIVIKA
GUUTTOUOTO TOPOVGLALOVY LOVO
T0, ATOLLOL TTOV PEPOVV KOl TOL OVO
moforoyikd aviiypopa
(aAANAOLOPPO) TOV YOVIOI0L KOl
0Y1 01 POPELC TMV NETAALAEEDV
CETR. Ot yoveic mov eivon Kot ot
OO0 POPEiC puiag HeTAAAAENC
CFTR, &yovv mBavotta 25% va
OTOKTGOVV 01 LULE KUGTIKN
tvoorn. Ta ToGooTd 1oydovV GE
KAOe eykupocLVT, AVeEUPTNTMOG
TOL VA0V TOVL TOLO10V.

-

~
~

/]

Individuals with a single
pathogenic variant (carrier
status) occasionally develop
disease limited to one organ
system, known as CFTR-related
disorder. The pathogenetic
mechanism responsible for
clinical disease without two
CFTR gene mutations 1s unclear,
but other genetic or
environmental factors likely

contribute to the risk in some
cases. UpToDate 2022

RESEARCH ARTICLE | BIOLOGICAL SCIENCES f Yyind v"ﬂ

Cystic fibrosis carriers are at increased risk
for a wide range of cystic fibrosis-related
conditions

Aaron C. Miller, Alejandro P, Comellas, Douglas B. Horick, + , and Philip M. Polgreen & Authors Info & Affilations

Contributed by Michael . Welsh, November 22, 2019 (sent for review August 28, 2019; reviewed by Arthur L. Beaudet and David Fisman)

December 27,2019 117(3)1621-1627  https://doi.org/10.1073/pnas. 1914912117

Both CF carriers and subjects
with CF were significantly more
likely than controls to experience
multiple CF-related conditions
affecting different organ systems




O pnoprakoc EAeyyoc evoc Cevyaplov
TPETEL VO TTPOLY LOLTOTTOLELTAUL TPV TNV
EYKLLOGUVN 1] KOTO TOL APY1IKA GTAOLO!
uoc komone. 'Etot ot eCetalouevor
AopBavouy Eykaipo TNV KOTAAANAN
YEVETIKT GLUPOVAELTIKN Ko TN
OVVATOTNTO ETIAOYNC TPOYEVVNTIKNG
OLAYVMOONC, oV amodelyfovv Ko to 00O
HEAN €VOC CevYOPloD QOPEILC.



Limitations — Limitations and challenges
of carrier screening for CF include:

e Prenatal risk assessment 1s limited in AyVOOTEG
some ethnic groups because the specific netoAGEeic g
mutations responsible for CF in these KATOlEG E0VIKEC
groups are incompletely understood or OLLADEC

unknown. In addition, many people are of
mixed ancestry, making selection of an
appropriate panel of mutations for
screening difficult. UptoDate 2022



e Although CF screening provides an

opportunity to obtain important information

about a current or future pregnancy, the ,

. . : . AvVIKOvVOTNTO VO,
information can also provoke significant and  popicorzi o
prolonged anxiety because of ggrll"]fgz’cfl?jeﬁm omo
-the inability to reliably predict phenotype

after a positive screen,

-the 1nability of a negative screen to reliably

exclude clinical disease 1n all cases, and

-the 1improving prognosis for individuals with

CF (median survival >50 years for
individuals born after 2000. UptoDate 2022



e Once an individual 1s
1dentified as carrying a
CF mutation, family

members may learn that Kamowa péhn mg owoyévetog
they are at increased umopet va pm BEAoVV avTh

risk of being a carrier %‘égmpwépnﬁn' UptoDate
even though they might
not have wanted this

information. UptoDate
2022



CANDIDATES FOR SCREENING

We offer CF screening to all couples actively
planning pregnancy and all pregnant people regardless
of personal or family history or ethnicity, in
accordance with guidelines from several professional
organizations UpToDate 2022

O Enpene vo VTOPAALOVTOL GE TPOYEVVITIKO EAEYYO
vio. kvoTikn ivoon (K1) oia ta Cevydpia mov 0EAovv
va tekvoromoovy 0101t 1| KI gtvon cuyvn
KAnpovouovuevn acbévela otn yopa poc. 'Eva ota 25
dtoua otov YeVIKO TAnBuouo (tepimov 400.000
avOpwmor) elval popeic.

Ortav o évag yovéag £xel KI ko o dAAog etvar popéac,
o1 mhavotnTeg 670 TEKVO givan 50% va £xel KI kou
50% va gtvon popEag



Alpooc@oipvoma0eleg
Universal screening will detect
more hemoglobinopathy carriers
than selective screening based on
race and ethnicity, given the
increasingly diverse ethnic and
geographic distribution of
hemoglobinopathy genotypes



APETAVOKVTTUPLKT] OVOLILLO

H Boaocikn avopoiio agopd to
Y0vio10 THS f oealpivyc OTOL Ho
O UELOKN RETAAAAEN EYEL OG
OTTOTEAEGLLOL TV OVTIKOTAGTOGT)
NG AOEVIVIG 0o Bouivn pe
GUVETELN TNV OVTIKATOGTOCT TOV
(PVGLOAOYIKOV GULVOCENS TTOV
ELVOL TO YAOUTOULU(VI)KO 0ED 00
TO auvoSVy Paiivn (oTny 6M
O&on).

Sickle cell disease
(SCD) 1s an inherited
group of disorders
characterized by the
presence of

hemoglobin S
(Hb S) from

homozygosity for the
sickle mutation (Hb SS).



ADENINE: CSHS5NS

THYMINE: C5H6N202 Adevivn
CYTOSINE: C4H5N301 C 5 N 5
GUANINE: C5H5N501




ADENINE: CS5HSNS

THYMINE: CSH6N202 Ounivn
CYTOSINE: C4H5N301 C:+.N,O,
GUANINE: C5H5N501
-
H
| ©
H. C/N\ C{ro

1 I
H:C/C\C,N\
H™ | [l

H O

H




H Boowkn avouoiio apopd to yovidio tys f opaipivys OTov pio
OTMUELOKT] LETAAAOET £YEL OC ATOTEAEGLOL TNV UVTIKATOGTOGT TS
ai‘)svwng 0o ULV LLe GUVETELD TNV OVTIKATOOTOOT TOV
(pvcwkoymov auwo&wg OV ELVUL TO ykomam(w)m oSV oo TO

ouvosY Ba}u‘\m

*2
Glutamic acid "'.&alme

HDA | | HDS |

Representing replacing adenine with thymine



H Boowkn avouoiio apopd to yovidio tys f opaipivys OTov pio
CTMUELOKT] LETAAAAEN £YEL OC ATOTEAEGLLA, TNV UVTIKATAGTOGCT) TG
0.0EVIVIC aT0 Qupiv Le GLVETELD TNV AVTIKATOAGTOGT) TOV
(PLOLOAOYIKOV GULVOEE0S TTOV ELVOL TO YAOVTAULVIKO 0EV 0O TO
ouvoiY Baiivn.

T O\\ I-|-| /H
s OH /C_CI:_N\
HO /Ch H
H,C  CH,
HO O

Glutamic acid valine



Normal Mutation

Partial DNA Sequence ??T (';'A? g;ll\(f; ?q ?T(? qeq;
of Beta Globin Gene:GGA CTC CTC GGA CAC CTC

H Bookn avouaiio agopd 1o yovidio tys f ocpaipivyc OTOL pio GTUELNKT)
LETAAAOEN €YEL OC ATOTEAEG O TNV UVTIKOTAGTUGT] TNS 0OEVIVIG 0o Oopivn
LLE GUVETELN, TNV OVTIKOTAGTOGT) TOV (PUGLOAOYIKOU GULVOEE0S TOV ELVUL TO
YAOUTOULVIKO 0CV 0T0 TO uvoSy Paiivy).

Red Blood Cell;

Partial Amino Acid
Sequence for Beta Globin:




1

1

IoTidivn BOpeovivn

2 3 4 5 6

HbA Peptide

HBS Peptide

S

6

7

cleleieiclele

7

AVTIKOTOGTOOT
TOV (PVGLOAOYIKOV
OULVOCEDNG TTOV
ELVOL TO
YAOUTOULVIKO 0ED
(6" O¢omn) oo TO
ouvocY Paiiv.



Sequence for Normal Hemoglobin

|START| Val | His |Leu IThr IPro - Glu | Lys

Sequence for Sickle Cell Hemoglobin

T

AVTIKOTOGTAGT TOV QUGLOAOYIKOU OULVOCENS TOV ELVOLL
TO YAOVTOULVIKO 0ED (6" 0&om) amo To apvoiy Pairiv.



Characterization of adult hemoglobins 1n the
fetal and newborn periods can be difficult
because of the predominance of hemoglobin
F (Hb F), which confounds detection of
hemoglobin S (Hb S). Clinical
manifestations of SCD are not present at
birth, and usually begin to become
apparent after the first few months of life
as the concentration of Hb S rises and Hb
F declines.



The recommended approach to neonatal testing 1s
to obtain blood samples by heel stick or cord
blood and spot the sample onto filter paper for
stable transport and subsequent electrophoresis.
Newborns with homozygous sickle cell anemia
(Hb SS) have predominantly Hb F with a small
amount of Hb S and no Hb A.

The newborn with sickle cell trait will have Hb
K, Hb S and Hb) A.



The recommended approach to neonatal testing 1s
to obtain blood samples by heel stick or cord
blood and spot the sample onto filter paper for
stable transport and subsequent electrophoresis.
Infants with SCD generally are healthy at
birth and develop symptoms only when fetal
hemoglobin levels decline later 1n infancy or

early childhood.



APETOVOKVTTUPLKT] GVULULO

H opemoavokvtTapikn avorpio 0QeiAeTON GE YEVETIKT) V@ UOALN
Ko ELPOVICEL AVENUEVO TOGOGTO GTI LOowp™ GLAY). OvoudoTnke
£TGL OTTO TO OPETAVOELDEC GYNUOL TTOV £YOVV T EPLOPA
CLLOGOAiPLo (OPETOVOKDTTOPO) AOY® TNG VTTAPENG GE AVTA TNG
OVOLOANC GLLOGOALPIVIS S, TOV TPOKVTTEL LETA OLTTO
OVTIKOTAOTOGT TOV YAOUTOULVIKOV 0E£0G ne faiitvn oty EKTN
0éon TV B-arvciowv. H aipoceaipivi avtr) €xel ¢ GLVETELQ
TNV KOTOGTPOPN] TOV EPLVOPOV UIHOGPULIPLOV 6 POPES
YPNYOPOTEPW OO TA PLGIOAOYIKA £pLOPA dHOGPaiplo TOV LOVV
120 nuépec.



APETOVOKVTTOPLKT] OVOLULLY

H @uctoAoyikn Asttovpyio TOV HVEAOD TOV 0OGTMOV OEV UTOPEL VOl
avtamokpliel e awtd TOV PpLOUO KaTacTpoenc. H etepoluyn
HopoN (otiyua) £xel TOAD NIIEC KAIVIKEC EKONAMGELC EVO N
ouoCvyn Lope1 EUPOVICETUL LE OAES TIC EKONAMGELS TNG VOGOV,
ONAOON ¥POVIOL CLLOAVTIKT) QVOLULOL, ONUIOVPYLN ELPPAKTMV Ko
KPIGEIC TOVOL (TTOV TOIKIAOLY GE O1apKELD Ko EvTaomn). Ot
KPIGELC TNC OPETAVOKVTTUPIKNG OVOLULIOG TTPOEPYOVTOL KUPLMG
Ao ATOPPOCT TOV AYYEIMV TNG UIKPNGS KLKAOPOPTUC AOY® TOV
AVOUOAOV GYNUOTOC KOl TNG OKAUWioG TOV EpLOPOKLTTAP®V UE
TNV Taboroyikn cpocseaipivn. Ta Epepakto Tov onuUovpyoHvVTIU
a0 T OPETAVOKVTTOPO TPOKAAOVV TTPOOOEVTIKT] KATOGTPOPT
opyavev (VEQPOoi, LuoKAPO10, AUPPANGTPOEIONG).



O1 kpioelg movov gvromiCoviol o€ apHpOCELS Kol 0GTA Ko
EMOEVOVOVTUL, KUPIWC, G€ AOIUMEELS, OE KATOLESG OO TIC
omoleg tvan emppeneic o1 acheveic (Ommwc n Tvevuovia, e
cvyvotnta ~10%). Zyetikn Epevva €0€1EE emionC
TEPUITEPM EMPAPVVOT TOV OGTEOTOPWOTIKMOV T
OGTEOTEVIKAOV EKONADGEMV TNC OPETAUVOKVTTUPIKNG
avaipiog otn owdpketa tng komong (Al-Turki 2009). Ot
KPLOELS UTOPOovV Vo GLUPOVV aKOUO GE GPVOATMOOCT KoL
ovvOnkeg Erietync oSuyovoo (vynio vyouetpo). H
OPETAVOKVTTOPIKT CVOLUIO GTT) OLAPKELD TG KONONG
GUVOEETAL UE AVENGT TOL KIVOUVOL TOGO Y10 TN UNTEP
OGO Kol Y10, TO EUPPLo. Xe OPIGUEVES YOPES, M
OPETAVOKVTTOPIKT AVOLUiO, OTOV GLVOOEVETAL AT KPIGELS,
amoTeLEL L oo TIS KUPLEG outiec untpikov Bavdtov (Orji
et al 2002).

Sickle cell
disease — Older
children or adults
diagnosed with
Sickle Cell
Disease (SCD)
may be at risk for
many acute and
chronic
complications.



Ot kpioglg otn OdpKELD TNS KVT|OTG OVOLEVOVTUL QVENUEVES LE OEOOUEVT
TN GYETIKA avENUEVT TIOAVOTNTA AVATTUENC AOIUMEE®Y TNC EYKDOL OAAN
Kot AAAOVG TOAVOUC EMPAPLVTIKOVEC TOUPAYOVTES. LTIS EYKVES UE
OPEMAVOKVTTUPLKT] OVULULY VITAPYEL AVENUEVY] GVYVOTNTA
0VPOAOLUAOCEMV (LOLUITEPU UCVURTONATIKNS PakTnprovplog) Kot
veppoiiBioong (Beckman et al 2002, Iatpdkng 2011), evoountpitioog
(>2%) kou, tomwc, Tvevuovikng euPoAns. Evo maAoiodtepa vrootnpiytnke
OTL TO GTIYLUO OPEMOVOKVTTUPIKNG AVULUIOG CUVOEETOL LLE OVENUEVT
mhoavotnTa Yo TpoeKAayia, avto ogv emPePoarmbnke ce petayevecstepn
epevva, (Stamilio et al 2003). O emmAokEG TOV CPOPOVY TO EUPPvO

oY ETICOVTAL, KUPIWC, LE OVTOUOTEC EKTPOGELS, PPaovTNTO OVATTVENS
(Beckman et al 2002), vroia kot evoountpro Oavaro.



H owayvoon yivetar amd tnv KAIVIKY
EIKOVOL TNC VOGOV GTNV OUOCuyn Hopon,
TOV E1VUL YUPOAKTNPLOTIKY), LE TNV
NAEKTPOPOPTNON OLLLOGPOLPIVIC KO TO
TEGT OPEMAVMGNG (TO OO0 OLUMG OEV
cexympiCel Tnv opolvyn amo v €TEpOCLYN
Kotactoon). H nAektpopopnon
CLLOGEOUPTVIC V1oL TNV avolTnon TOV
OTLYLOTOG OPETOVOKVTTAPIKNG UVOLULOG
elvail oo TIC ECETAGELC POVTIVOC TNG
TPOYEVVNTIKNC PPOVTIONC € APpo-
Apeptkavioeg.

Findings in sickle
cell anemia — The
chronic hemolysis
in those with sickle
cell anemia (ie, Hb
SS) 1s usually
associated with a
mild to moderate
anemia
(hematocrit 20 to
30 percent)



Avtipetomion: Onmg Kol eEKTOg Kunongs, 0o npénel va
OTTOPEVYOVTUL OL TAPAYOVTES EKELVOL TOV Oa
UTTOPOVGUY VA TPOKAAEGOVY KPLOELS. EmouEVMC, TpETEL
VoL YIVETOL EYKOLPT OLAYVMOGOT KO OVTILETWOTLIOT] TMWV
AOLLOCEMV, TNC OpouPoeAePiTionc, TN 0LPLOATOONC K.AT.

Extoc kimong, vmapyel ouvatotnTo 0DENCNS TS EVOOYEVODS TOPOYWYNG OLLOGPALPIVIG LLE TN
YOPTNYNGT VOPOELOVPLNG VIO ADENGT) TOV TOGOGTOV TG aupoceapivng F. Qotd60, 1
VOPOoEVOVPLa Be@PNONKE TEPATOYOVOC OV KOl LLETOLYEVEGTEPO, EPEVVITIKA OEOOUEVH TO
aupioPrnoav (Ballas et al 2009).



Avtipetomion: Metayyicelg (Le okomd T olatnpnon tov Ht
>30 %) kpiOnkov TOAOMOTEPO ATOUPOUITNTEC AAAL VTAPYOVV Ol
YVOGTOL KIVOUVOL Ot TIC TOAAOTAEC peTayyioels. Ot
HeTAYYloeLS Oa yYpEGTOVV KUPIME OTIC KPIGELC TNE VOGOV
(Beckman et al 2002). H mpocektikn mapakorlovOnon g
£YKVDOU GTN O1APKELD TOV TOKETOV CKOTEVEL GT LN EULPAVION
Kpicewv. ITAdyro OEon TG EMITOKOV GTN OAPKELN TOV TOKETOV
GUGTIVETOL KUl E0M EVO N YOPN YN O MKPNS TOGOTNTUS
ocvyovov (4 L/min) otn owdpkeELd, KVPLOS, TOV GUGTOAMYV
NG UNTPOS QOLVETUL VO EYEL EVEPYETIKES EMOPUGELC.



Eilvol amapattntn 1 KOTOAANAN EVVOATOOT TNS EALTOKOV O.(POV, YEVIKAU, M
aQLVOATMOT avéavel TNV mBavotTnTo Kplons. EmtpEnetal | meplopiouevn
YPNOT UETEPLOIVNG AAAA 1 EMoKANPplOIX avalcOncia, nairov, Oa Bonbnocet
KOAVTEPQ. ZVOTNVETUL GVVEYNS KUPOLOTOKOYPUPIKOS EAEYYOS, POV DTTAPYEL
neyoAvTEPN TOAVOTNTO EUPPVIKNS OVGPOPLUC GE GYECT NE TIS PUGLOAOYIKES
KuNo€ls. O TpOTOC TOL TOKETOV, OTMC KOl G€ AALEC OVOLLIEC, OEV TPETEL, 1GMC,
va koBopiCetatl amd T vOG0. 26TOG0, VTOGTNPLYTNKE 1] CUGTNUATIKY] EKTEAECT
Kowoapikng toung (KT) oe acOeveic pe opemavoKuTTOPIKN avopio ov n acevnc
EYEL TKOVOTIONTIKO CLLOTOKPITN KOl VITAPYEL OL0BESIUO TPOGPATO OLLeL Yo
HeTAyyon. AlwoAvtikn kpion 1 OpouPwon unopei va mtapatnpndel ko puetd tov
TOKETO AOY® ULOOVVOUIKOV GAAOYDV KO YU aUTO YPEIACETOL TPOGEKTIKT)
mopakoAovOnon ¢ acevoic kot avinuevn etopotnto. H vocog ogv amotelel
AVTEVOELET ONAaGLLOV.



2OUPOVO LLE TOAOTEPT KLPI®C PiBAtoYpa@ia, yio TNV avTIGOAANYTN GuoTHOnKay Ta

rapaxére: £2C VTIGLAANTTTIKN HEB0OO0C, KAAO elvor va
ATTOPEVYOVTOL TO AVTIGVAANTTIKA O10KIOL AOY(® TOV
AAAOLY®DV TTOV UTOPOVV VO TPOKAAEGOVV GTNV
TNKTIKOTNTO TOL OUUATOC (1] OPETAVOKVTTUPTKT)
avaluio etye coumePIANEOEL GTIC OYETIKEC AVTEVOEICELS
ANYNGC OVTIGVAANTTIKOV OIGKIMV). Emiong, cvotinke va

ATOPEVYOVTOL T EVOOUNTPLN CTEPAUATO AOY® TNS ALENUEVNC TOOVOTNTOS Y100 AOTU®EN
(av Kol 6ToV YeViKO TANOLGUO 0 KivOuvog auTOC QAIVETOL VoL VTTAPYEL, KUPIMGC, TIC TPMTEG
gpoouoeg petd tnv tomobEnon). 2610060, 6 cOyypovn BipAloypagia ogv avapEpovTal
QVTEC O1 AVTEVOEICELC.



Contraceptive advice for patients with sickle cell disease

The pill may not be suitable for you 1f you have a history of
blood clots 1in your lungs or leg because the combined pill
slightly increases your risk of developing a blood clot.
People who have sickle cell disease are more prone to
blood clots so doctors may advise against this method and
recommend a suitable alternative.
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Contraceptive advice for patients with sickle cell disease

“Barrier” methods
These are a very safe although less reliable form of
contraception.

Clinical haematology Published: September 2019 Review
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Healthcare NHS Trust



Prenatal screening for sickle cell trait
Hemoglobin electrophoresis 1s
acceptable 1f other tests are not
available.



Sickle cell trait (rather than sickle cell
disease) is established by finding both
hemoglobin A and hemoglobin S, with
the amount of hemoglobin A greater
than hemoglobin S.



If the results of the maternal
hemoglobin analysis demonstrate that
the mother is a heterozygote carrier
for hemoglobinopathy (both
hemoglobin A and hemoglobin S) or
homozygous (no hemoglobin A), then
paternal evaluation is needed to assess
fetal risk.



Maternal conditions requiring partner
testing include clinically significant
maternal hemoglobinopathies (eg, SS,
hemoglobin S/beta thalassemia), as
well as carrier states (hemoglobin AS).



Prior to testing, paternity should
be discussed, including the
possibility that the putative father
may not be the biologic father.



