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Leena Peltonen

1952-2010

Leena Peftonen, one of the leading
lights of the hurman genetics reseasch
community, passed away on March 11,
2090 at her home in Finland, Lesna was
born in Ouls, Finland, a town of approx-
mataly 100,000 people about 700 km
ot ol Halsinki, in 1852, Her Tatk

the South and the East) and who subse-
quently remained relatively isolated. As
8 corseguence of this Tounder effect,
cartain inherited diseases that are rara
in mosi oulbred populations turn out
by chance t© be relativaly common in

& civil servant and subsequently
of the businass school and her m
teacher. Sha had ana brother whe
oped typa 1 diabates from which |
died of complications. Leana rec
that thiz eady intimate encoun
with digease Eindled her anthu
gsm lor madical reseanch.

Leana gradusted froen  hi
school top in her class, charach
izing hersell with typical aall-deg
cating humar as “a swol” [slang !
an owverzealous studant), and pe
ceaded o stedy medicing in Ou
Following graduation, she obtain
har first taste of research stuc
ing inharited collagan disorders,
gubject that was an abiding inbere
far many years. Batweean 1978 a
1960 =he undeartook tha firsh of s
eral interludes of workl outside F
land, = pariad of postdoctoral sty
at Autgers Univarsity, New Jers
where she attempted to charach
ize mutations in the inherited bo
disesze osteogenasic imparfe:
through @rotein analysis.  Trar
planted from the ralative guiet

FiMM
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Leena Peltonen-Palotie (1952-2010)

A visionary in medical genetics.

O 11 Mareh, seience lost an inspiring leader
with the death of Leena Peltonen-Palaotie, at
the age of 57, following a two-year battle with
bane cafices.

Enown o those in the feld a3 Leena
Peltonen (she was married b ber dlose
collsbantor Aarno Palotie), she was a key
plaver in human molecwlar geneties. This
was Lrae bath in the early days of identifying
the genes and mechanisms underlying rane
disenses, and neore recently in trying bo wradk
the causes of comman inherited disordess.
Peltonen el an imvaluable legacy to medical
genetics by authoring mare than 600 papers
and mentoring some 70 PhID students. But
perhaps her most enduring contribulion was
o shon how wnderstanding the cuases af
genetic diseases in isolaed populations can
offer clues for large-scale studies that probe
the risk Factors linked o commoan diseases
sich as diabetes, ohesily and heart dissase.

Belignen completed ber FhD at the
University of Oulu in Finkand in 1978, After
postdoctoral work al Hutgers Universily in
Mew Jersey, she returned to the Natianal

Leading Edge

elaborated this strategy by implement-
ing the approach Known &8 homoey-
gosity mapping, which depends on
consanguinity of parents of individe-
als with recessive diseases, using it
to identify the gene responsible for
infantile onsal spinocerabeallas ataxia.
In 1998, ehe maowved 1o the Univarsity of
California Los Angelas (LCLA) whara
she spent 4 yaars establishing & major
genetic research center.

Fallawing this successful decads

F. ‘ i S : o

at the forefront of this fresh wave of reseurch,
identifying an asteoartheiiis gene in 1989,
Bt as the buent for riske factors rmged up,
geneticiss became engaped in a fierce debate
aver whether isalated inbeed populations held
clues o the factors responsible for cammoen
diseases. Althowsgh she was corvinced that
they did, Peltanen hedged her Tets and
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genetic studies in isalated populations proved
prescient. The enrichment of 2 limited set

al mutations vields a simpler picture than
that abtained from the larger-seale hunts for
the factors undedying complex diseases. Yel
s of the components wnsirthed from the
amaller studies, sich as the disrepled gene
underlying esteoarthritis, have been found

£ be imvobved in complex forms of the same
disorders.

Peltanens interest in camplex genetics
always wenl beyand merely mapping pernes.
In 2003, her team uaravelled the mechanizm
af lactase intalerance. Then in 2004 and
20035, her group found the link between a
variant af a gEne called USFI, which causes
alipid disarder that clusters in families,
and insulin resistance. She was particelacly
prowd af these findings, as in both cases the
variant genes altered regulatery iunctions.
This sugpested 2 fundamental mechanistic
difference between the basic genetic defects
typical of Mendelian disease and the mare
subitle regulatory allerations undeclving
complex disease,

Human Genetics and C=nber of Medical Systems
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It is up to us to make good on her
legacy, by pursuing not only fame and
fortune, but also real clinical utility.

Gertjan van Ommen
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