The roele of ther UK National
Sereening Commitiee 1n: the
GEVelepmentandumplementaon
G MEWROIIFCGENELC SCIEERING
Programimes

PDavid Elliman

INewbhoerm Genetic Screening — Wiait
CEWENNEANT

n Analysingr DINATer clinically/signiiicant mutaions

a2y e prime method eifscreening 6) Part ofi
0I2gReSsHC Process

n NBi'= much eif newhor SCreening has,a GeENnetic’
element even theugh' testingl the pRencype —
RPKU and; inrpart, Cengenitalf i ypethyreidism: ...

Cette présentation a été effectuée le 17 novembre 2005, au cours de la journée « Dépistage populationnel en génétique :
développement, implantation et évaluation » dans le cadre des Journées annuelles de santé publique (JASP) 2005. L'ensemble des
présentations est disponible sur le site des JASP, a I'adresse http://www.inspq.qc.cal/jasp/archives/.



pelcha01
Zone de texte
Cette présentation a été effectuée le 17 novembre 2005, au cours de la journée « Dépistage populationnel en génétique : développement, implantation et évaluation » dans le cadre des Journées annuelles de santé publique (JASP) 2005. L'ensemble des présentations est disponible sur le site des JASP, à l'adresse http://www.inspq.qc.ca/jasp/archives/.

www.inspq.qc.ca/jasp/archives/

INEwboe Genetec Screening — WWhy.
IS 16 dififereni?

n NG testing PRENGLYPES SerESS pPredictalsle
n WillSpICks U G ENS
V2N ATV L PG HEPALEILY

m Couldrdisclose conditiens fiel WhHICHIAG
Menagemeni-ayvaiaiie

Relevant UK Government AAVISory.
Committees

n NEWERZIFSCIEENNEFCOMIMILLEE

a Advises: thie Ministers el Healthren whethera
Screeningl pregramme: sheuldie started,
contnued (perhaps Withimedificatiens): or
Stepped.




Natienal Screening Commiiiee

Rrevieusly diiii, |ack el contrel, varnable guality;
assuliance andiaudit; andiack eirequity;
(‘posicede sereening’)

NS set up in £996

\Widerepresentauon, nciuding pavents: and
members iiem all 4 natens

Child Healthrand Antenaial Sulereups serupin
10086

Eetaly ViaiermalfandiChildiE ealtifGretp Breught
IegEetherin 2004

Relevant UK Government AAVISory.
Committees

n Natenal Screening Commitiee

u Advises therVinisters oirHealiiy enwhether a
SCHEEnIng programime shieuld e started; continued
(pErhiaps wWithimedificatens) o Stopped®

= HUman Genetcs Commission

u Advises on therethical, legall, secialfand ecenomic
ASPECLS oI developments infhuman genetcsasiwellfas
their effiects on health andrhealthcare:




Apprevalleir SCreening
Plegiammes =4

 Paised as ar) issite
s triere 2 goussiole case for scraeninc?

Appreval efi Screening
Programmes:ine Criterna:

m [IHercondition

m lfhe test

e treaiment//management
n lhe pregramme




Additienall criteria ol gernene
SCHEENING PregamImES

m If the carriers of a mutation are identified as a result of
screening, the natural history of people with this status
should be understood, including the psychological
implications.

If the test is for mutations, the criteria used to select the
subset of mutations to be covered by screening, if all
possible mutations are not being tested, should be
clearly set out.

If screening is for a mutation, the programme should be
acceptable to people identified as carriers and to other
family members.
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Newborn Blood Spot
Screening for Your Baby

In the first week after birth, you will be offered
a blood spot screening test for your baby.

“New born blood spot
screening for your baby”
Why should Also available in: French,

'b:ahve . Portugese, Somali,

Y screened ! . - -
Nawbern biacd ot Turkish, Bengali, Arabic,
sreening identifies a r
babiesho mey Urdu, Greek, Gujarati
have rare but serious .

condions. and Romoanian.

Mast babies screened

will not have any of the

conditions but, for the

small numbers whe da,

the bensfits of screening

are enormous. Early

treatment can improve

their health and prevent

savere disability or even

death.
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Results of Newborn Results of Newborn
Blood Spot Screening Blood Spot Screening
Congenital
hypothyroidism
is suspected

Phenylketonuria
is suspected

What Is my baby's
screening result?
‘When your baby was
about aweek old, your
michvife tock some blood
from your baby’s heel.
The bloodwas used 1 test
for some rare conditions,
including congenital
hypathyroidism (CHT)
The sreening test result
? suggests that your baby
‘What Is my baby’s screening resuli? #; nay bave CHT althaugh
When your baby was about a week old, your midwife took some e e i e
blood from your baby’s heel. The blood was used to test for some

confirmed by further tests,
il ST e B including another blood

The screening test result suggests that your baby may have - test. CHT is not a life-
phenylketonuria (fee-nile-key-tone you-ree-ahi, or a related threstening condition.
condition, although this resultwill need to be confirmed through It can be treated sasily
further blocd tests. g and effectively.

PKU is not a life- condition, and if s == 3 This leaflet gives you some
followed, your baby will grow and develop nomally. - information about CHT
This and — and what happens next
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Results of Newborn Results of Newborn
Blood Spot Screening Blood Spot Screening

Carrier of cystic Cystic fibrosis
fibrosis gene is suspected

necrgene -
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a prospective gene technology? Profiling the newborn: a
March 2005 prospective gene
technology?

A report from a Joint
Working Group of the
Human Genetics
Commission and the UK
National Screening
Committee

March 2005

www.hgc.gov.uk
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Standard Protocol for
Newborn Screening
for CF

Note: 0.25 CF infants will

| DNA analysis — 4 mutations

| not be identified through screening

Two CF mutations | 3

(IRT inaccurate in meconium ileus)

| One CF mutation |6 | No mutation detected | 41
I

DNA analysis — 29 or 31 panel |

0.5

One CF mutatlon

Refer with presumptive
diagnosis of CF
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‘High likelihood"
Clinical referral

I
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Yes T
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|

‘High likelihood"
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