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O patients fiave genes.

cugene S, WD) 2004



‘00 pedugpree v eveup patient s
i,

NCHREG; [Robin Bennett, MS, CGCYJ 2004



THE CRANE'S FOOT

John Muir MedicalfCenter
Eebruary 10, 2005

Tracy L. Trotter, VD, FAAP



pedigtee, 7.

158 ¢ Erenchs pried de grue |crane’s oot

“a conventional mark consisting of thice cutved lines,
wiich beats a distinct resemblance to) the claws of 2
bird. Used in denoting stuccession i pedigrees.”

OED 1999



Wiy Primany: Care: Providers?

862 MID. clinical geneticists
s Patient care = 30%) of thelr time

300,000,000 pauients
s All patients have genes:

1 ETE geneticist per 1,136,363 patients

American Board of Medical Genetics 2003



Tracy L Trotter, MD, FAAP

Primany. Care Pediatrician

a San Ramon; Valley: Primany: Care
s Noertherm Califernia — Suburbia
n 7/ Pediatrfcians

s 2 Pediatric Nurse Practitioners
s 5 [nternists



summer Campp

A 10 yorpatient has two: syncopal epIisedes
While attending Wake: Eorest University,
paskethalll can.

a laken te ER = “workup nermair

s [0 follew: Uprwithr PCP

x SEEN| N the office two Weeks later



Eamily: Histeny.

MGVl died ofi “heart attack® at age 5. Vis
Mether faints all the time...not a big deal
Mether's sibling died off SIDS @ 10rweeks
Eather/older brother X nen-contrhuteny

Sister born at 32 weeks — NICU 4 weeks

s WO episodes of bradycardia, nypotenia and
cyanosis In first 10 days of life

s Responded tor stimulation — no CPR
x Extensive workup = WNL



My Family Health Portrait - Drawing Repeort
ABT - February 10, 2006
Highlighted disease: LQOTS
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ECGS for ALL

Eather and 12 ye sibling = VWNL

Mether: QTC 480 msec
Preland: QTC 450 msec
Sister: Q1€ 480 msec




LQTS

Long Q1 syndreme: [Remano-\Vard]
Can lead te a fatal armytamia
SYRCOPE: the Most cCommon symptom
Autesemal dominant

Eive genes [ 77| have: asspciated mutations
Incidence 1:7000



Melecular Genetic Testing

Moether, prokand anadlsister all positive

s LOTS 1 phenoetype
s Mutation IR ACNOL gene

EFather, Prother and uncle — no mutations

The deceased MGV [MI]and tncle [SIDS]
were: likely: affected.



IHappy: Ending

he mother, propand and sister are 6n
peta blockers and doing well.



Pediatric Use of Family: Histery

SUperi diagnestic toe)

Eecus evaluation and testing
EStanlisi a pattern ol eredity.
Distinguish; genetic frem other factors
ldentify. medicall Screening needs



Pedigree — Patient Education; Toel

Importance off medical documentation
Patient can| see Inhentance patterns
PDemonstrate: Varianility off expression
Explere level off understanding

Clariy, commen mMISConcepLions

= “Only men™
x SKIpS generations™



OPPORTUNITIES

Prenatalivisit [ideal]

Newsorm visits: [most common]
New’ patient visit

New: symptemy/diagnesis
QuUeny fron fanily/



SCREEN

SC  Some Concerns
Reproduction

Hatly Discase, [Deatlh ot Disalbility

R
IZ
I BEthaicity
N

Non-Genetic



SC Some Concerns

“Do you have any [some| comncetns
about discases, ot conditions that scem
to) run 11 the fanilyr™



R REproauction

“[Have there been any problens with
pricgnancy, infertlity, ot bitth defects
A your fiamilys*



i Eanly. Disease, Deati or Disabllity

“IHave any membets of yout: family
dies or become sick at an eatly ager™



E  Ethnicity

“How, would you desctibe your
Etinicity™

“Whete wete your grandpatents
Porne”



N No-Genetic

“Are there any other risk factors or

non-medical conditions that tun in
you: family?”



Genetic TinRking Il Practice

You don't have to be an expert, but yeu;sheuld:

Knew hew 1o take' a 3i generation pedigree
recognize basic patterns; of Inhertance
recognize generalfgenetic red filags
familiarize: yourseli-with availakle resources
Knew! When te refier

e skepticall eff geno-hype and pseudescience

understand the implications of test results (diagnostic vs. predictive;
ELSIf guestions)



Wy pay: meney. te; chart your
iamily tree? Go' Inte pelitics and
your oppoenents willfdo; It for
you.”

Mark Inwain
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