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guppvo.
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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
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two X-chromosomes. Because a man “ ' ‘ ’ f
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O1 peTaALIEELS ATOTEAODY GTTAVIO YEYOVOTO KOOMC
ATOVTOVTOL UE ouyvoTnTe <1% G670 GLVOAO TOL YEVIKOV
tAnBvouov. Mrmopel va couPovv E1TE 6T YOUETIKA,
KUTTOPO KOl KOTE GUVETELN KA POVOUOVVTOL EITE GTO
CONUTIKA KUTTOPO OTOTE Kot 0€v petofrfpalovral otic
emopeveg yevieg. O petaAldcelc copupariovv otny
ELLPAVIOT] YEVETIKMOV VOCT|LATOV.



Katnyopiec pnetoiAraemv

Y mapyovv 000 KOTNyopiec LETOAAACEMV OVOAOYO, LE TO
HEYEDOC TNC AAAOYNC: O1 YOVIOLKES KO Ol

AP OUNOCOUIKES LETOAAACELC.

O1 YOVIOLOKES LETAAAAEEIC GuUPaivovY GE ETITEDD
YOVIOL0V Kot TEPIAOLPAVOVY OAANYEC GTNV CAAAOVY L
LIKPOV aplOpov Pace®v i N AvVTIKOTACTOGT HLOS OVO
Baong eve o1 YpOUOCHUIKEC 0LPOPOVV AAAAYEC OE
LEYAAVTEPO TUTNLO TOV YPOLUOCHOUOATOC.



L'OVIOWOKEC HETUALACELS

Y apyovv apKeTOl TOTOL YOVIOLUK®OV UETAAAACEMV UE TIC KOTNUELNK
LETAAALACEID» VO ATTOTEAOVV TOV KUPLOTEPO TOTO. Mia «GNUELOKN
RETAAALOS)» EIVOL M| AVTIKOTACTOGT] Hiog povo faongc.



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%



2.€ KATOLEC TEPIMTMOELS, AVAAOYO LLE TO GNUELO GTO OTOL0
evtomiletal puia peTdAiialn oto yovioro (a distinct sequence of
nucleotides forming part of a chromosome) ernpealeron
AVTIGTOLYO 1] TOPOYONEVT] TPMTEIVI. Emopévoe, pia petdAioacn
LTTOPEL VO EXEL WC GUVETELN, TNV UVTIKATAGTAOCT] £VOS OULVOSEOS AUTT(
VO GAAO pE (EVOEYOUEVO) OTTOTELEGLLOL TV TOPOYWOYT LULOC
TPOTEIVIS UE OLUPOPETIKI] OOUN KOl AELTOVPYLAL.



X0opoKTNPLOTIKO TOPAOELYUO AGOEVELONG TTOV TPOKVTTTEL
OC OTTOTEAECUO HETAAAAEEMY GE ETITEOO YOVIOLOV
EIVOL 1] KVGTIKT] IveoT).

Birth prevalence: 1 in 2500.

Carrier frequency: 1 in 25.

UpToDate 2022
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2tV EALGOO tvon
OEVTEPT TO KOV
YEVETIKN VOCOC, LETA TN
B-OcAaccotuio Kot TG
AAAEC

QOGP OLPIVOTADELEC, e
TOGOGTO POPEMV <3%.



H ctval pio

TV
EMONL1AKOYV KOTTAPDY TOV OPOL (G
KOVOAL 1OVTOV yA@plov puOuilovog
TNV 100PPOTOL LETACY TV 1OVTWOV GTO
ECMOTEPIKO TV KLTTAPWV. ATOTEAEL Ui
TOAVOPYUVIKT VOGO TTOL TPOGPAAAEL TO
eMONALOKO KOTTOPO TOAAWDV COTIK®OV
OPYAVOV KO 10L0LTEPO TOVS TTVEVLOVEG,
TO YOOTPEVTEPLKO GUGTNUO, TO
TOYKPEQS KOl TO NTTOP.




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/

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
some ethnic groups because the specific
mutations responsible for CF in these
groups are incompletely understood or
unknown. In addition, many people are of
mixed ancestry, making selection of an
appropriate panel of mutations for
screening difficult. UptoDate 2022

AYVOGOTEC
HLETOAALOCELC GE
KATO1EC €0VIKEC
OUBAOEC



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 ~ Kamotwo p€AN g owkoyevelog

may learn that they are at umopel va BEAovv avtn TNV
increased risk of being a tAnpoeopnot. UptoDate
carrier even though they 2022

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 tekvomocovy o10TL 1| KI cuyvr kinpovouoouevn
acOévela otn yopa poc. 'Eva ota 25 dtoua 6Ttov
veviko mAnBuvceuo (mepimov 400.000 dvOpwmor) etvar
(POPEILC.

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
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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

T GAG GA CT GTG GA
s {1 016 7 1] P17 003

H Baocikn avouoiio apopd to y0vidlo tns f o@arpivyg Omov pio GNUELOKT LETAAANEN EXEL OC ATOTEAEGUA TNV
UVTIKOTAGTOGT) TNG AOEVIVIIS 0t Qupivn) LE GUVETELD TNV OVTIKOTACTOGT) TOV PUGLOAOYIKOD UULVOEEDS TOV
glval 70 YAOUTOULVIKO 050 al T0 apuvoly Paitvn.

Sequence for Beta Globin:

Red Blood Cell:




AvTIKOTAG TG TOV PUGLOAOYIKOU GUIVOEEDS TTOV ELVAL TO YAOLTOUIVIKO 0EV (6" 0£on) amd To apivo&d Barivn.

IoTidivn BOpeovivn

1 2 3 4 5 6 7

HbA Peptide

1 2 3 4 5

HBS Peptide



AvTIKOTAG TG TOV PUGLOAOYIKOU GUIVOEEDS TTOV ELVAL TO YAOLTOUIVIKO 0EV (6" 0£on) amd To apivo&d Barivn.

Sequence for Normal Hemoglobin

START]| Val | His |Leu|Thr | Pro Glu | Lys

Sequence for Sickle Cell Hemoglobin

T

Val | His |Leu|Thr | Pro] Val




Characterization of adult hemoglobins in 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.



APETOVOKVTTOPLKT] OVOLULLY

H opemavoxvttaptkn avaipio oQeileTal 6€ YEVETIKT AVOUOALN KOl ELQOVICEL AVENUEVO
TOGOGTO 6T LaVPN ELVAN. OVOUACTNKE £TC1 OO TO OPEMAVOELOEC GYNLO TOV £YOVV TO,
epLOpd apocaipia (OpemavoKHTTOPA) AOY® TG VTOPENS GE OVTA TNC AVOLOANG
GLHOGPULPIVIG S, TOVL TPOKVATEL HETA OTO UVTIKUTAGTUOT] TOV YAOUTOUIVIKOV 0SE0C
ne paiivn otnv €kt 0éon TV B-arvciomv. H apoceaipivn avtn £l ¢ GuveTELln
TNV KATOGTPOPT] TV £pLOPOV apoc@alpiev 6 opEg ypnyopdtepa. amd Ta
PLGLOAOYIKA pLOPA apoceaipia wov Covv 120 nuépec. H puotodoyikn Asttovpyia Tov
LVEAOV TOV 0GTMOV 0V UTOpEl va avtanokpliel og avtd Tov puiud xkatactpoepnc. H
etepOCLYN LopeN (oTiyua) €xel TOAD NMIES KAIVIKEG EKONAMGELC EVM 1| OUOLVYTN LOPON
en@oviCetol pue OAEC TIC EKONAMGELS TNG VOGOV, ONANON YPOVIO LLOAVTIKT] VLU,
ONUIOVPYIN EPPEPAKTOV KOl KPIGELS TOVOL (TOL TOIKIAOVY G€ O1apKEL KAl Eviact). Ot
KPIGELS TNG OPETAVOKVTTOPIKNG OVOLLLING TTPOEPYOVTOL KUPLWOG amd amOpacn TV
aYYEI®V TNG UIKPNS KLKAOQOPIOG AOY® TOL OVAOLOAOD GYNLLOTOG KO TNG OKOLLWIOG TMV
epvBpoxvTTdpmV pe TNV tafoloyikn cpoceatpivn. Ta EUEPaKTa TOL OMNUOVPYOVVTOL
oo TO OPETOAVOKVTTOPU TPOKAAOVY TPOOOEVTIKT] KATAUGTPOPT] OpYAvwV (VEQPOL,
LLOKAPO10, OUPIPANGTPOELONC).



O kpioegig Tovov eviomilovial 6 apbpOoELS Kot
0GTA KO EMOELVOVOVTAL, KUPIMC, € AOUMEELC,
G€ KATO1EC OO TIG OTOLEG EIvVONL EMPPETELS O1
acOeveic (Ommwg n mvevuovia, e cuyvoOTNTA
~10%). Zyetikn Epevva €0€1EE EMIONC TEPALTEP®
eMPAPLVOT TOV OGTEOTOPMOTIKMOV 1] OGTEOTEVIKDV
EKONAMGEMV TNC OPETAVOKVTTOPIKTC OVOLUIOC
otn owdpketa e komong (Al-Turki 2009). Ot
KpLogg umopovv va ooy axduo 6
a@LOGTMON Kol cuvONKeS EMAEIYNS 0EVYOVOL
(LYNAO vyouetpo). H openavokvtTopikt avaipio
OTN OLQPKELN TNC KONONG GLVOEETAL e OENON
TOL KIVOUVOL TOGO Y10l T1 UNTEPA OGO KOt Y10l TO
EUPPLO. XE OPIGUEVES YMDPEC, 1 OPETAVOKVTTOPIKT|
avopio, 6tav cuvodeveTal amd KPIGELC, AmMOTEAEL
Lo oo TG Kupleg outieg untpikov Bavdartov (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.



O kpioegig TOvov eviomiloviol 6 apOpOCELS Kol 0GTE Kol ETLOELVOVOVTOL, KVPIWC, GE
AOLUMEELS, GE KATOEG OO TIG OTOleG Elval emppeneic ol acheveic (Omm¢ N Tvevpovia, e
cuyvotnta ~10%). Zyetikn Epevva €0€1Ee Mo TEPALTEP® EMPAPLVON TOV OGTEOTOPOTIKOV 1
OGTEOTEVIKMV EKONANGE®V TNG OPEMAVOKVTTAPIKNG avopLiog otn otapketa tng komong (Al-
Turki 2009). O kpicelg pwopovy vo. coufodv aKON 6€ 0PVIATOOT Kol 6VVONKES EAAEWWTNC
oSvyovovu (VymAd vyouetpo). H dpemavokuttaptkn avoipio ot ddpKela TS KOOGS GLVOEETI
LE AENGT TOV KIVODVOL TOGO Yo TN UNTEPO OGO Kl Y10 TO EUPPLO. XE OPIGUEVES YDPEC, M
OPEMOAVOKVTTAPTKT OVOLLLIO, OTOV GLVOOEVETOL OO KPIGELS, amOTeEAEL Lol amd TIC KOPLEC ouTieg
untpkov Bavatov (Orji et al 2002). Or kpicelg 6N OLAPKELD TG KUTOTC AVALEVOVTL
AVENUEVEG LE OEOOUEVT T GYETIKA ALENUEVN TOAVOTNTO AVATTUENG AOIUMEE®Y TNG EYKDOV
aAAG Kol AALOVC TOOVOUC EMPOPVVTIKOVS TOPAYOVTEC. 2TIC EYKVEG LE OPETAVOKVTTOPLKN
OVOLRLO DITAPYEL AVENUEVY] GVYVOTITE OVPOAOIUMEEMV (LOLUITEPO GGVUTTOLOTIKIS
Baxtnprovpioc) kot veppoABioonc (Beckman et al 2002, Iatpdkng 2011), evoountpitioog
(>2%) ko, icmwg, Tvevpovikng epuPoinc. Evo malodtepa vrootnpiytnke 0Tl 10 oTiyUO
OPEMOAVOKVTTAPTKNG OVOLLLOG GUVOEETOL LE OVENUEVT TIOAVOTNTA Y10l TPOEKAQLYIN, AVTO OEV
emPepoarwbnke oe petayevéotepn Epevva (Stamilio et al 2003). Or emmAoKES TOV APOPOVY TO
suppvo oyetifovral, Kupimg, pe aVTOUNTES EKTPOCELS, BpadvtnTe avanTvéng (Beckman et al
2002), vrolia kot gvoounTpro Bavaro.



Adryvoon: H owdtyvoon yiveton amd tnv KAIVIKN
EIKOVOL TNC VOGOV GTNV OnoCuyn Lopen, Tov
elVaL YOUPOKTNPLOTIKY], LE TNV NAEKTPOPOPTION
LLOGPOLPIVIC KOl TO TEGT OPEMAVOGNC (TO
0mol0 OUMC 0V Eeympiletl TNV opolvyn amd TNV
e1epOlVYN Katdotaon). H niektpopdpnon
ALLOGEOUPTVNC YL TNV OVOCTNGT TOV
OTLYLOTOC OPETOVOKVTTUPIKTC AVULULIOS ETVOL
oo TIC EEETAGELC POVTIVOG TNG TPOYEVVNTIKNG
QPOVTIONC 6 APPOo-ApEPIKAVIOEC.

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



Avtipetomion: Onmc Kol EKTOS KOOGS, 00 TPEmEL Vo AmoPEVYOVTOL Ol TUPAYOVTES EKELVOL
mov 0o pmopovoay vo TPoKuAEGOVV Kpioels. Emouévmc, mpémel va yivetal £yxaipn odyvmon
KOl AVTILETMOTLON TOV AOLOEE®V, TS OpouPoeAiefitioac, Tnc apuodtmonc K.At. Ektog kdinong,
VITAPYEL OLVATOTNTO ADENONG TGS EVOOYEVODS TOPAYWYNG OULLOGPALPIVIG LE TN YOPTYNOoN
VOPOELOVPLAG VIO ADENGT) TOV TOGOGTOV TN aupoceapivne F. Qoto60, 11 vopoSvovpia
OepnOnKe TEPATOYOVOC OV KOl LETAYEVEGTEPQ EPELVNTIKA ogoouEVa To aupiopfntovv (Ballas et
al 2009). Metayyiceic (ue okomod N otatnpnomn tov Ht >30 %) kpibnkav taiodtepa
ATOPALTNTEG AAAQ DTTAPYOVV O1 YVMGTOL KIvOuvol amd TIC TOAAATAEG petayyicelc. Ol petayyicelg
Oa ypelacTovV Kuplmg 6TIC Kpioelg T vooou (Beckman et al 2002). H tpocektikn
TOPAKOAOVONGT TNC EYKDOL GTN OLAPKELN TOV TOKETOV CKOTEVEL GTN U1 ELPAVIOT) KPIGEMV.
[TAGy1o BEon TNC EMTOKOV GTN OLAPKELD TOV TOKETOV GUGTNVETOL KOl E0M EVMO 1 YOPNYN G
MIKPNS Tos0TNTOS 0EVYOVoL (4 L/min) ot 010pKELQ, KVPLOGS, TOV GVGTOANOV TG WTPOS
PUIVETUL VO, EYEL EVEPYETIKES EMOPAGELS.



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.



20UQOMVO LE TOAALOTEPT] Kuplmwe PipAoypaeia, Yo TV
OVTIGUAAN YN cuoTNONKAY TO TOPOKAT®: 2C OVTIGVAANTTIKY)
LED0O0C, KAAO Elval VO ATTOPEVYOVTUL TU, AVTICVAANTTIKA
OLoKI0L AOY® TV QAAOYDV TTOL UTOPOVV VO TPOKAAEGOVV
GTNV TNKTIKOTNTA TOV CIUOTOC (1] OPETOVOKLTTOPIKT VUL
elye GLUTEPIANPOEL OTIC OYETIKEC OVTEVOEICEIC ANYNC
OVTIGVAANTTTIKOV OlCKIMV).



Contraceptive advice for patients with sickle cell disease

The pill may not be suitable for you 1f you have a history of blood
clots 1n 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 date:
September 2022 Reference no: 253 © Imperial College 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.



