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News BriefsIn thIs Issue
study adds nearly 10% to 
knowledge of human genetic 
variation
A whole-genome 
analysis of three 
groups of the world’s 
most genetically 
diverse people pro-
vided an astonishing 
3 million new single-
nucleotide poly-
morphisms (SNPs) to 
the approximately 
13 million cur-
rently catalogued in 
publicly accessible 
databases. The research team, led by Sarah Tish-
koff of the University of Pennsylvania, sequenced 
the genomes of 15 Africans belonging to three 
distinct groups (Pygmy, Sandawe, and Hadza) 
that still maintain a hunter–gatherer lifestyle. The 
sequencing and subsequent statistical analysis 
provided researchers with a rich expansion in 
variants, most of which occurred in noncoding 
sequences. The findings, featured on the cover 
of the 3 August issue of Cell, also suggest that 
modern humans contain sequences acquired 
through breeding with a now-extinct early 
hominid in Africa hundreds of thousands of years 
ago. As expected, the African genomes contained 
no traces of Neanderthal DNA. The extent of SNP 
variation suggests that there remain many more 
population-specific differences to be catalogued, 
and that those variations could have important 
health implications. For instance, although only 
about 72,000 of the new variants were in coding 
regions, highly divergent sequences appeared in 
genes involved in smell and taste as well as im-
mune system–related and growth hormone genes, 
suggesting that these loci evolved in response to 
diet, climate and local pathogens. We can expect 
high-coverage, whole-genome sequencing to re-
veal more surprises in human evolutionary history, 
as more ethnically diverse genome data sets are 
integrated with studies of human health.  
—Karyn Hede, News Editor

A significant step forward in the 
dtc genomics world
23andMe, arguably the 
industry leader in the 
world of direct-to-consum-
er (DTC) genetic testing, 
recently announced that 
it is seeking approval from 
the US Food and Drug 
Administration (FDA) for an initial set of seven 
health-related tests.

I have been a personal critic of the DTC industry 
in the past. My major concerns have been that 
interpretation of risk scores for common diseases 

most consumers don’t know personal genetic 
tests exist
see page 860

The general public seems to have little 
awareness of, and even less appetite for, per-
sonal genomic testing, according to the first 
multistate survey assessing knowledge and 
use of direct-to-consumer (DTC) genetic 
tests. Public health officials in Connecticut, 
Michigan, Oregon, and Utah added ques-
tions about DTC testing to the 2009 Behav-
ioral Risk Factor Surveillance System (BRFSS), a random telephone survey 
conducted to assess health-care access and use. In this issue of Genetics in 
Medicine, they report that, despite the availability of such tests in 48 states, 
awareness of DTC genetic testing remains low, ranging from 16% in Michi-
gan to 29% in Oregon. Perhaps more importantly, the survey reveals that 
use of such tests, which private companies keep proprietary, is exceedingly 
low—well under 1% in all four states. Those who said they were aware of 
DTC genetic tests tended to be older, white, educated, and affluent. Most 
said that they heard of the tests on television or read about them in a news-
paper or magazine. Encouragingly, of those who had availed themselves of 
DTC tests, about half had voluntarily shared results with their health-care 
providers. This differs from the findings of previous surveys that only about 
one in four shared results with his or her physician. Overall, the survey 
shows a significant opportunity for public education about DTC genetic 
tests, as the number and availability of these tests are only expected to in-
crease in coming years. —Karyn Hede, News Editor

Long-term follow-up of adults with 22q11.2  
deletion syndrome reveals variability in life skills
see page 836

As treatment for inherited disorders improves and more 
affected individuals survive to adulthood, information 
about effective interventions to improve quality of life 
for adults becomes imperative. Anne Bassett and col-
leagues from the Clinical Genetics Research Program 
at the University of Toronto describe the findings of 
long-term follow-up of 100 individuals diagnosed with 
22q11.2 deletion syndrome, the most common microdeletion syndrome in 
humans. Occurring in about 1 in 4,000 live births, the syndrome encom-
passes cardiac, cognitive, and psychiatric disorders, with a wide variability 
in severity. Among members of the study group, whose average age was 23, 
most had difficulty with daily living and communication skills, but a signifi-
cant subgroup (24 individuals) were functioning relatively normally. They 
were students or employed and living independently. This group tended 
to have higher IQ scores, and, significantly, only two had been diagnosed 
with a psychotic illness. A small group of five with lower IQ—four women 
and one man—exceeded predicted expectations. All lived in a stable home 
with relatives or a spouse, and four were being effectively treated for a mood 
disorder. For health-care providers, these findings may help in providing 
patients and their families with reasonable expectations as well as in set-
ting long-term goals. The results also point to the importance of support 
and services for adults with 22q11.2 deletion syndrome to build daily-living 
skills. —Karyn Hede, News Editor

Western pygmies of 
Cameroon. Courtesy of 
Sarah Tishkoff.
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is unreliable, the claims made by these companies are often exag-
gerated, and the medical utility of such testing has been question-
able. However, the landscape is now changing. As Evans and Berg 
point out in a recent commentary (JAMA 2012;306:2376–2377), 
once whole-genome and whole-exome sequencing are available 
directly to consumers, it will have effectively transitioned to the 
status of a full-fledged traditional medical test. Now that such 
testing is migrating from casual entertainment to a source of real 
medical information, with the power to help, harm, or confuse (as 
with any medical test), appropriate regulation is warranted.

23andMe should be commended for stepping up to the 
plate and opening a dialogue with the FDA to move toward 
sensible regulation of such testing. This will help satisfy critics 
and, more importantly, serve to increase the legitimacy of 
such offerings. Crafting appropriate regulation will not be 
easy. Any regulation of medical testing must navigate a fine 
line between excessive paternalism on one hand and allowing 
overly casual (and thus harmful) use on the other. But the only 
way to ultimately realize this balance is by starting a dialogue. 
—James P. Evans, Editor-in-Chief

Genetics in Medicine | Mission Statement

Genetics in Medicine is a monthly journal committed to the timely publication of:

•  Original reports which enhance the knowledge and practice of medical genetics
•  Strategies and innovative approaches to the education of medical providers at all levels in the 

realm of genetics

As the official journal of the American College of Medical Genetics and Genomics (ACMG),  
the journal will:

•  Provide a forum for discussion, debate and innovation concerning the changing and expanding 
role of medical genetics within the broader context of medicine

•  Fulfill our responsibility to the College membership through the publication of guidelines, policy 
statements and other information that enhances the practice and understanding of medical 
genetics

Finally, as genetics becomes increasingly important in the wider medical arena, we will be an 
accessible and authoritative resource for the dissemination of medical genetic knowledge 
to providers outside of the genetics community through appropriate reviews, discussions, 
recommendations and guidelines.
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