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Genomics England & DB
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KONFTEZZITTHRFE — 7 T AR TAY = 7 k& ESD TL B Genomics England

Genomics =-.

DISEASE DOMAIN LEAD NHS GMC
CATEGORY REPRESENTATIVE

Rare
Disease

SPPLYVEY

Cardiovascular Prof Bernard Keavney - The Dr Ed Blair - Oxford
University of Manchester University Hospitals NHS
Foundation Trust
Endocrine and Prof Stephen O'Rahilly -
metabolism University of Cambridge

Gastroenterology and Prof Holm Uhlig - University of Richard Thompson - King’s
hepatology Oxford, Oxford College London
Dr Gideon Hirschfield -

University of Birmingham

Hearing and sight Prof Andrew Webster (Sight) - Prof Graeme Black -
University College London Manchester University
Dr Mike Bowl (Hearing) - MRC
Harwell Institute

Un:vers:ty College London

disorders Prof Sophie Hambleton -
Newcastle University

Inherited cancer Dr Clare Turnbull - Queen Mary Marc Tischkowitz -
predisposition University of London University of Cambridge
Musc Prof Muhammad Kassim Prof Muhammad Kassim
Javaid - University of Oxford Javaid - University of
Oxford

SUBDOMAIN

Arrhythimias

CADASIL negative
small vessel cerebral
disease

Cardiomyopathy

Congenital Heart
Disease

Familial
hyperchalesterclaemia

SUBDOMAIN

LEAD/S

Elijah Behr
Andrew
Grace
Clifford
Garratt.

Hugh Markus

TREAL DY R K

RESEARCH DESCRIPTION

Three main arrhythmia syndrome phenotypes are currently eligible for whole genome sequencing
(WGS): long QT syndrome (LQTS}; Brugada syndrome (BrS); and catecholaminergic polymorphic
ventricular tachycardia (CPVT). These disorders predispose to sudden death from womb to adulthood
and are responsible for much unexplained sudden death

Cerebral small vessel disease is the most common strake phenotype caused by monogenic diseases.
The most common of these is CADASIL. first identified in 1994, More recently a number of other
monogenic causes of cerebral SVD have been described including CARASIL, TREX1 cerebral small vessel

england

#7Px4yv&»@u\%ﬁﬁﬁﬁﬁ
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%Eﬁﬁ“%ﬂ‘:&bt: 1T, BARAIE L TRER
fERT 2 RERELDDE,

coronary heart disease (CHD). Of the raughly 240,000 FH patients predicted in the UK less than 10%
have currently been identified and are being effectively treated In lipid clinics. Cascade testing using
DNA infarmation from identified FH patients is recommended by NICE as a cost effective way to
increase the number of identified FH patients, but in the absence of a systematic national screening
programme maost remain unidentified, although the BHF have recently funded 14 FH nurses to carry
this outin 11 different centres throughout England. We would therefore expect between 200-400
individuals in the entire 100,000 cohort to be carrying an identifiable FH-causing mutation that can be
reported to patients and clinicians for such cascade testing and treatment through genetic services
(MW, MW, ZM).
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RIm 2 — RS EERAAHEL DA

z%—’\ RN EES ETRRAUNDIEEHRICD—10 |2—F4 ICD-11 |2—F% Orphanet Preferred label Synonyms
1 |BRE 86 M B E=HEAE G121 Z Ot DEEEFEMRIZHBB61.4  |Localised spinal musculafORPHA:206701 |Bulbospinal muscular atrophy
IKennedy disease (7 *7(G121 Z oMo MEEEEESGZ8B61.4  |Localised spinal musculaORPHA:481 Kennedy disease X-linked BSMA|SH
AVES e $hd G122 EBH 21 —OVKRE 8B60.0  |Amyotrophic lateral sclero ORPHA:803 Amyotrophic lateral sclerosis ALS|Charcot diseq
3| BB ENBE G122 EH—2—OV&RE 8B61 Spinal muscular atrophy |ORPHA:70 Proximal spinal muscular atrophy SMA
BHMEHEREI & - |E]G120 7 \REIE BB Z=HEAE, ||8B61.0 |Infantile spinal muscular §ORPHA:83330 |Proximal spinal muscular atrophy type 1 |Infantile spinal mu
BREMEHEMREI & RRGL21 Z oD EEIEFHMERZ8B61.1  |Late infantile spinal musc|ORPHA:83418  |Proximal spinal muscular atrophy type 2 [SMA-II|SMA2]S
BHMHEREI B - BhG121 %@{@@E{i’li%ﬁiﬁ’l&%ﬁSBGl.Z Juvenile form spinal musc|ORPHA:83419  |Proximal spinal muscular atrophy type 3 [SMA-II1|SMA3[S
BEREMEREMEE IV B G121 Z oMo G RS2 8B61.3  |Adult onset spinal muscul| ORPHA:83420  |Proximal spinal muscular atrophy type 4 |SMA type 4|Spina
4| R F R TR RE G122 EBH 2 —OVKREB 8B60.4 |Primary lateral sclerosis |ORPHA:35689 |Primary lateral sclerosis PLS|Adult-onset A
5T R G231 EITIER EEERE#RE [A8A00.10 |Progressive supranuclear| ORPHA:683 Progressive supranuclear palsy PSP syndrome
6|/X—F VR G20 /X—F >y > <Parkinson|8A00.0 |Parkinson disease
T\ KB B EE A R G238 EERDZDMORRRE N[8A00.1Y |Other specified atypical p{ORPHA:454887 |Corticobasal syndrome
8| F bR G10 /N> F > b > <Huntington8A01.10 |Huntington disease ORPHA:399 Huntington disease Huntington choreg
BERNVF Y N UTR G10 /NYF > kv <Huntington > & ORPHA:248111 [Juvenile Huntington disease JHDJuvenile Hun
9| #R R A R M BKAE E786 UR& vy <EH> 7\},%3/-\10.\( Other specified hereditarfORPHA:263440 |Neuroacanthocytosis
B MEKERR E786 UiR&Z> /Ry <ER> 7\{%3A10.Y Other specified hereditaryy ORPHA:2388 Choreoacanthocytosis Levine-Critchley s
McleodfEf&EE E786 ViR&Z >Ry <ER> 9"\?%3A10.Y Other specified hereditary ORPHA:59306  [MclLeod neuroacanthocytosis syndrome [X-linked McLeod §
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