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%
• Making%or%confirming%the%diagnosis%of%a%gene4c%condi4on%
• Calcula4on%of%the%probability%of%inheri4ng%a%condi4on%or%of%being%
a%carrier%
• Explana4on%of%the%gene4c%or%inherited%basis%of%the%condi4on,%
and%poten4al%implica4ons%for%family%members%
• Discussing%and%undertaking%gene4c%tes4ng%and%explaining%results%
• Giving%upLtoLdate%Informa4on%about%a%condi4on,%its%
management%and%treatment%

Gene$c&services&are&experts&in&dealing&with&families,&o8en&over&several&
genera$ons,&and&providing&gene$c&exper$se&for&any&age&group&affected&by,&or&
at&risk&of,&disorders&in&any&body&system.&

Who%needs%to%see%a%clinical%gene4cist?%

Specialist&gene$c&services&are&par$cularly&skilled&in:&
&



East%Anglian%Medical%
Gene0cs%Service%

Clinical%Gene4cs%
Molecular%Gene4cs%

Cytogene4cs%
%

The% majority% of% specialist% gene4c% services% are% provided% through% Regional%
Gene4c%Centres%which%provide%a%coLordinated%clinical%and%laboratory%service,%
oQen% in% close% associa4on% with% an% academic% university% department.% The%
clinical% team% usually% includes% Clinical% Gene4cists% (medical% doctors% who%
increasingly% may% have% subspecialty% exper4se),% doctors% in% training,% Gene4c%
Counsellors%and%suppor4ng%administra4ve%staff.%



Services% are% delivered% in% clinics% in% the% regional% centre,% in% outreach% clinics% in%
district% general% hospitals,% in% ward% or% hospital% department% consulta4ons% and% in%
visits% to% the% families’% homes.% There% is% increasing% provision% for% ‘advice% and%
guidance’%referrals%and%telephone%consultan4ons.%



• A%person%with%a%possible%or%known%gene4c%condi4on%in%the%family%wan4ng%to%know%
if%a%diagnosis%can%be%made%in%them%or%their%offspring,%and%if%so,%the%risks,%op4ons%and%
treatment.%
• A%person%with%a%family%history%of%cancer,%wan4ng%to%know%if%they%are%at%increased%
risk,%and%if%so%what%op4ons%they%have.%
• Parents%of%a%child%with%mul4ple%medical%problems%and/or%learning%difficul4es,%
wan4ng%an%expert%opinion%par4cularly%as%to%whether%an%underlying%diagnosis%can%be%
made%
• A%person%with%a%gene4c%condi4on%wan4ng%informa4on%about%the%condi4on%and%the%
management%/%surveillance%op4ons%available%for%them%
• A%person%with%a%family%history%of%a%condi4on%undertaking%a%gene4c%test%to%
determine%if%they%have%inherited%the%condi4on%or%are%a%carrier%
• A%couple%considering%pregnancy%where%there%is%a%gene4c%condi4on%in%the%family,%
reques4ng%informa4on%about%reproduc4ve%op4ons%
• A%couple%who%have%had%recurrent%pregnancy%losses%or%children%with%mul4ple%
anomalies%
• People%requiring%access%to%and%explana4on%of%complicated%gene4c%tests%

Whom%should%I%refer?%



How%is%gene4cs%relevant%to%my%role?%

• Do%I%see%condi4ons%with%a%gene4c%basis?%
• Are%some%gene4c%condi4ons%more%common%in%my%area?%
• Can%I%take%a%mul4Lgenera4onal%family%history?%
• Can%I%draw%and%interpret%a%mul4Lgenera4onal%pedigree?%
• Where%do%I%find%further%informa4on?%
• Is%gene4c%tes4ng%available%and%can%I%interpret%the%result?%
• Can%I%iden4fy%at%risk%family%members?%
• How%do%I%undertake%family%screening?%
• Am%I%able%to%discuss%gene4c%informa4on%with%pa4ents%and%their%families?%
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• Recognising%the%gene4c%contribu4on%to%common%and%rare%diseases%
• Recording%relevant%family%history%
• Drawing%a%pedigree%
• Assessing%gene4c%risk%
• Performing%diagnos4c%tests%
• Specialist%referral%
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• Gene4c%tes4ng%(germLline%and%soma4c)%
• Informa4on%
• Referral%to%gene4cs%services%
%
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• Using%appropriate%terms%
• Explaining%inheritance%
• Consent%and%confiden4ality%
• Sharing%informa4on%
• Family%screening%
• Reproduc4ve%op4ons%



Scenarios%

• A%14%year%old%boy%was%referred%for%inves4ga4on%of%high%blood%
pressure%aQer%a%visit%to%A%and%E%for%a%sports%related%injury%
• The%BP%was%persistently%elevated%on%a%home%BP%monitor!%
• The%family%history%revealed%that%that%the%father%had%a%long%history%of%
hypertension%and%a%recent%diagnosis%of%CKD%stage%3%
• The%paternal%Grandfather%had%died%whist%receiving%haemodialysis%

4%

Primary%renal%disease%
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• Likely%gene4c%diagnosis%
• High%gene4c%risk%iden4fied%
• Renal%biopsy%performed%in%father%
• Gene4cs%referral%%

• Gene%panel%tes4ng%
• Diagnosis%UMOD%nephropathy%(FJHN,%ADTKD)%
• Hyperuricaemia%
• Treatment%
• FollowLup%

• Family%screening%
• Predic4ve%gene4c%tes4ng%
• PGD%
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Common%referrals%in%Renal%Gene4cs%Clinic%

• Known%gene4c%renal%disease%
• FH%of%renal%diseaseLunknown%primary%
diagnosis%
• Gene4c%tes4ngLdiagnos4c%and%predic4ve%
• Renal%cys4c%disease%
• Evalua4on%of%renal%malforma4on%syndromes%
• Microscopic%haematuria%
• Donor%evalua4onLexclusion%tes4ng%



Who%needs%to%see%a%clinical%gene4cist?%

• Obvious%isn't%it!%
• Please%feel%free%to%discuss%cases%
• MDTs%(pathology,%radiology,%gene4cs)%
• Establish%contacts%with%your%local%service%to%
build%up%exper4se%
• Agend%clinics%



hgp://www.geneclinics.org/%
hgp://www.orphan.net/%
hgp://www.ukgtn.nhs.uk/gtn/Home%
hgp://www.gene4cseduca4on.nhs.uk/%
hgp://www.library.nhs.uk/genepool/%
hgp://www.ncbi.nlm.nih.gov/%
hgp://omim.org%
hgp://www.ncbi.nlm.nih.gov/books/NBK1116/%
hgps://www.renalradar.org%

Resources%
Many%and%varied!%

www.addenbrookes.org.uk/serv/clin/gene4cs/gene4cs_index.htm%


