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Purpose: Advances in gene therapy and precision medicine have
led to a growing number of novel treatments for rare genetic
diseases. Patients/families may lack access to up-to-date, accurate,
and relevant information about these treatments. Social media
offers one potentially important resource for these communities.
Our goal was to understand how patients/families with spinal
muscular atrophy (SMA)—a rare genetic condition—used social
media to share, consume, and evaluate information about the novel
treatment nusinersen (Spinraza) following the drug’s approval.

Methods: We conducted qualitative, semistructured interviews
with 20 SMA patients or parents of patients, deriving themes and
subthemes through content and thematic network analysis.
Participants also completed a demographic survey.

Results: Participants described leveraging social media to learn
about nusinersen treatment, make informed treatment decisions,

and advocate for/access treatment. They also described critically
evaluating the trustworthiness of nusinersen-related information on
social media and the privacy risks of social media use.

Conclusion: Patients/families used social media to navigate the
new and dynamic landscape of nusinersen treatment for SMA,
while attempting to mitigate misinformation and privacy risks. As
new treatments become available, providers and patients/families
may benefit from proactively discussing social media use, so as to
maximize important benefits while minimizing risks.
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INTRODUCTION
Novel treatments can offer transformative health improve-
ments for patients with rare genetic diseases. Spinal muscular
atrophy (SMA), one such disease, is characterized by muscle
atrophy and weakness, with an estimated incidence of 1 in
11,000 live births.1,2 The severity of the condition ranges from
infantile skeletal muscle and respiratory paralysis resulting
in death (type I) to adult-onset weakness with normal life
expectancy (type IV).1

In December 2016, the FDA approved the antisense
oligonucleotide therapy nusinersen (Spinraza)—at that time,
the only disease-modifying treatment for SMA.3,4 Nusinersen
increases production of full-length survival of motor neuron
(SMN) protein, slowing disease progression and even
reversing symptoms in some patients.4–6 The treatment
course is lifelong, requiring intrathecal administration (via
lumbar puncture) six times during the first year of treatment
and three times each year thereafter.7 At a cost of $750,000 in

the first year and $375,000 in subsequent years, it is among
the most expensive medications in the world.8 Nusinersen’s
cost, invasive delivery route, and unequal geographic
distribution of specialized treatment centers pose practical
and ethical challenges for families, who must decide whether
and how to seek treatment, and for providers, who aim to
ensure equitable access.9,10 (Throughout this article, we refer
to nusinersen by its generic name. Participants referred to
nusinersen by its trade name, Spinraza; in quotes, we have left
this unchanged.)
Social media has been identified as an important source of

information and support for patients and families,11–13

including those with rare genetic conditions,14–17 who may
feel socially isolated and/or lack access to condition-specific
medical expertise.18 To our knowledge, however, no study
has specifically investigated the role of social media for
patients/families navigating novel treatments for rare
genetic diseases. As greater numbers of such treatments
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become available with advances in gene therapy and
precision medicine,19,20 it is important to understand how
patients and families share, consume, and evaluate treat-
ment information through social media. Characterizing
nusinersen-related social media use for SMA can elucidate
risks and potential benefits of social media for rare
conditions, allowing providers to tailor patient guidance
accordingly.
Our goal was to understand how SMA patients and families

used social media, including Facebook, for their nusinersen-
related needs. We focused on the early period after
nusinersen’s approval, when SMA was transitioning from an
untreatable to a potentially treatable disease, in part to
describe a phenomenon that may occur with other novel
treatments for rare genetic diseases.

MATERIALS AND METHODS
Study design and ethics
We conducted semistructured interviews with SMA patients
or parents of patients within 15 months after nusinersen’s
approval. Qualitative methods allowed us to characterize
patient/family experiences21,22 and reveal potentially unanti-
cipated information.23,24 We collected demographic and basic
descriptive information about participants’ social media use
through an online survey.
This study was performed in accordance with relevant

guidelines and regulations, including those set forth in the
Declaration of Helsinki. Informed consent was obtained from
all subjects, and de-identified data were used for analysis and
reporting. The Stanford University Institutional Review Board
approved this study.

Participant recruitment
There are many SMA-specific Facebook groups that SMA
patients and families can use to communicate through written
posts, photos, and videos (Box 1). We identified 30 SMA
Facebook groups by searching “SMA” and “spinal muscular
atrophy” on Facebook (Supplementary Table 1). We invited
group moderators to post a recruitment text in their groups.
Of the 30 Facebook groups contacted, 15 moderators
responded via Facebook Messenger with interest in posting
the recruitment text, and 7 viewed the message but did not
respond. Because the groups are private, we could not count
the exact number of moderators who followed through with
the request to post our text. We also recruited participants
from the neuromuscular clinic at Lucile Packard Children’s
Hospital (Stanford, CA) through direct emails to patients, the
clinic’s email list, the clinic’s private Facebook page, and
professional contacts of a clinic provider. We used snowball
sampling, asking participants to email the text to contacts
who used SMA social media resources. We included
SMA patients and parents of children with SMA who were
at least 18 and English-speaking. Participants provided verbal
informed consent and received a $15 Amazon gift card.

Data collection
Each participant completed a 53-item RedCap survey, which
included questions about demographics, diagnosis (e.g., type
of SMA), and social media use (e.g., platforms used, number
of groups used, moderator status). One author (J.R.B.)
conducted and audiorecorded all interviews remotely between
July 2017 and March 2018 via Zoom videoconference
software or phone. We piloted the interview guide with a
four-person convenience sample: two students, one parent of
a patient with a neuromuscular condition, and one physician/
researcher. The guide included questions in four domains: (1)
diagnostic odysseys, including the role of social media; (2)
SMA-related social media use, including information-
gathering and social support; (3) nusinersen-related social
media use, including information-gathering, treatment
decision-making, and advocacy; and (4) perceptions of
misinformation/privacy risks—two frequent concerns about
health-related social media use.12 This analysis focuses on the
third and fourth domains.

Data analysis
Audio files were transcribed verbatim, and de-identified
transcripts were analyzed using content and thematic network
analysis.25,26 First, two investigators (J.R.B. and H.K.T.) read
and discussed all transcripts, identifying structural codes
based on interview questions, and identifying emergent
thematic codes through iterative discussion. Three investiga-
tors (A.A.I, J.R.B., and H.K.T.) independently coded the
transcripts using DeDoose software (version 8.1), reconciling
differences by consensus. Two investigators (A.A.I. and H.K.
T.) collaboratively generated code summaries, refined them
through discussion, and identified overarching themes and
subthemes.

Box 1 Relevant features of Facebook groups.

General
Facebook groups are designed “for small group communication and for
people to share their common interests and express their opinion. Groups
allow people…to organize, express objectives, discuss issues, post photos
and share related content.”42

Groups vs. pages
Unlike Facebook groups, Facebook pages are public, “official profiles for
entities, such as celebrities, brands or businesses.” Facebook groups are
composed of “members”; Facebook pages have “followers.”42

Communication within groups
Group members can share written text, videos, photos, links, and other
content through “posts” in Facebook groups. They can also “like” or
“comment” on their own or others’ posts. A group member can bring a
post or comment to the attention of specific other members by “tagging”
those members in the post/comment.42

Privacy options
Facebook groups can be public or private. For public groups, “anyone can
see who’s in the group and what they post.” For private groups, “only
members can see who’s in the group and what they post.”42

Group leadership
Facebook groups are created and managed by group “admins,” who can
change group settings, approve or deny membership requests, approve or
deny posts in the group, remove posts/comments, and remove/block
people from the group. Group “moderators” help manage groups; they
can perform any of these functions with the exception of changing group
settings.42 The degree of administration and moderation can vary
by group.
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RESULTS
We recruited 19 participants through SMA Facebook groups
or snowball sampling, and three through the Lucile Packard
Children’s Hospital neuromuscular clinic. Because nusinersen
was not yet approved internationally, we excluded two
interviews with participants receiving health care outside of
the United States prior to analysis.
Of the final 20 participants, seven were parents of

children with SMA types I–III (parent mean age 37.0 years,
SD 5.4 years; child mean age 5.7 years, SD 3.8 years), and 13
were adults with SMA types II–III (mean age 38.2 years, SD
11.4 years). Three were self-identified moderators of an
SMA Facebook group. Full demographics are shown in
Table 1.

When asked which social media platforms they used for
SMA, almost all participants (n= 18) described Facebook as
their primary/only platform. When asked why they joined
SMA Facebook groups, two participants said the approval of
nusinersen and associated clinical trials were specific triggers;
17 other participants had used SMA Facebook groups prior to
learning about nusinersen, but the drug’s approval prompted
them to join additional nusinersen-specific groups. Three
participants volunteered that they first learned about
nusinersen and/or its approval through SMA Facebook
groups, while other participants first learned about nusinersen
through their providers and subsequently sought information
about the drug through social media.
Participants described using social media to meet three

nusinersen-related needs: (1) learning about nusinersen
treatment; (2) making informed treatment decisions; and (3)
advocating for/accessing treatment (Table 2). They also
critically evaluated the trustworthiness of social media and
the privacy risks of using it for SMA (Table 2).

Learning about nusinersen treatment
Participants reported having many questions about nusi-
nersen following FDA approval, and seeking information
about the drug through Facebook groups. They said
that Facebook provided experience-based information and
anticipatory guidance from fellow patients/families: “A lot
of information [in nusinersen-specific Facebook groups]
was very new at the time but it helped me see what I
would be going through in the next couple months/years”
(P7-Patient, type II).
Participants used Facebook groups to gather information

about how nusinersen is administered, including firsthand
information about body positioning during the lumbar
puncture, the anatomical site and duration of the injection,
and details of postprocedural recovery. This information
was frequently shared visually, using photos and videos:
“People are posting pictures of how the injection is done,
what the injection needle looks like, what gauge it is, you
know, you eat before or after, or whatever side effects that
you face” (P21-Patient, type III). Other participants shared
or discovered strategies for mitigating side effects: “Just
to lay down…first, be well-hydrated going into it, and
then secondly…when they do sit up, go very gradual…”
(P8-Parent, type II).
Participants described specific benefits of receiving this

anticipatory guidance directly from fellow patients. For
example, an adult with SMA said they weighed experience-
based information alongside information from traditional
medical sources, like doctors or drug companies:

“I want to get the medical opinion and the patient
opinion…instead of just what it says on the Spinraza
website […I want patients’] opinions, their testimony
about how they get the injection, and then that helps me to
figure out OK, this person did it this way, so I might be
able to do it as well.” (P4-Patient, type III)

Table 1 Participant demographics.

Participant type Adult with

SMA (n= 13)

Parent of child

with SMA (n= 7)

Total

(n= 20)

Type of SMA

Type I 0 4 4

Type II 6 2 8

Type III 7 1 8

Gender

Man 6 0 6

Woman 7 7 14

Age

18–27 1 0 1

28–37 7 5 12

38–47 2 2 4

48–57 0 0 0

58–67 2 0 2

Decline to report 1 0 1

Race

White 9 6 15

Asian 3 0 3

Native Hawaiian or

Other Pacific Islander

1 0 1

Unknown/decline

to report

0 1 1

Highest level of education completed

Middle/high school 2 2 4

University 8 5 13

Postgraduate 2 1 3

Decline to report 0 0 0

Moderator of an SMA Facebook group

Moderator 0 3 3

Not moderator 13 4 17

Number of SMA Facebook groups used by participants

0–4 groups 9 1 10

5–9 groups 2 4 6

10–14 groups 1 0 1

15–19 groups 0 0 0

20+ groups 0 3 3
SMA spinal muscular atrophy.
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Participants also sought information about nusinersen’s
effectiveness through Facebook groups. They described
viewing videos, photos, and/or written narratives about
changes in functional status in response to the drug. These
helped one participant, “see more of the actual results and
what people are going through.” (P20-Patient, type II)
Several participants, inspired by these firsthand narratives,
shared their own pre- and post-treatment videos document-
ing effectiveness:

“I plan to do the same thing that everybody else did for
me…to do a little video of what my capabilities are before I
start taking it and then maybe once every six months kind
of redo that and see if there’s a difference—not only for me
personally to see growth, but for others as well because I
think that’s the smartest way to share is to document data.”
(P22-Patient, type III)

Making informed treatment decisions
Almost half of the participants (n= 8) said information
from Facebook groups influenced their decision about
whether to seek treatment. One mother described how she
changed her mind about pursuing nusinersen treatment for
her son: “But now I’ve seen others [in Facebook groups] go
through this, get access to this drug, that are [child]’s age, so
now I’ve gone to the other side, now I’m pushing for
Spinraza” (P5-Parent, type I).
Some adults with SMA expressed concern that the early

clinical data from children with SMA type 1 might not
generalize to adults with SMA types II–IV. They described
seeking and assessing videos and written experiences from
clinically similar adults on Facebook before making treatment
decisions: “I’m still waiting and seeing how it works with
other adults. I’ll let them be the guinea pig…and then go from
there” (P6-Patient, type II). Several of these participants noted
that because they were geographically isolated from SMA
experts, they could not find this information elsewhere.
Facebook groups were also useful for assessing potential

treatment burdens. Some participants noticed information
about specific challenges that were unique to their situations
as adults with disabilities, or as people living far from a
treatment site: “You hear some people experience like, ‘Oh the
second [injection] was easier,’ so I’m thinking, I want to make
sure if I have to drive ten hours back, it’s not crazy exhausting
or painful” (P1-Patient, type III).

Advocating for and accessing treatment
Participants described using social media to learn about which
individuals (SMA subtypes, genotypes, and/or functional
statuses) were eligible for nusinersen treatment. This informa-
tion empowered some participants to advocate for their own
eligibility. For example, five participants first learned through
Facebook groups that SMA patients with spinal fusions were
eligible to receive nusinersen:

Table 2 Central themes and subthemes.

Theme Subtheme

Learning about nusinersen Shared/consumed anticipatory

guidance about the injection

procedure (via videos, photos, and

detailed descriptions), including

strategies for mitigating side effects

Shared/consumed personal

experiences (via videos, photos, written

narratives) of treatment effectiveness

Valued firsthand patient experience

alongside information from traditional

medical sources (e.g., doctors)

Making informed treatment

decisions

Leveraged videos and written

experiences from clinically similar

adults on Facebook to make data-

oriented decisions

Used firsthand descriptions in

Facebook groups as evidence when

weighing the burdens of treatment

against the potential benefits

Advocating for/accessing

treatment

Learned which individuals (SMA

subtypes, genotypes, and/or functional

statuses) were eligible for treatment,

and used this information to advocate

for own eligibility

Shared/consumed practical

information about the logistics of

access, including which medical

centers were administering nusinersen

Used information from Facebook to

educate providers about administering

nusinersen treatment

Used Facebook to identify

heterogeneous treatment practices

across providers, and advocated to

standardize them

Shared/consumed information about

navigating insurance challenges

Perceptions of information

trustworthiness and

privacy risks

Generally trusted information (1)

because it was grounded in personal

experience, and (2) because of a fact-

checking culture in SMA

Facebook groups

Despite generally trusting information,

critically evaluated what was reliable

and relevant

Described a trade-off between social

media benefits and privacy risks

To minimize privacy risks, filtered

information-sharing based on the size

and privacy level of the specific

Facebook group
SMA spinal muscular atrophy.

IYER et al ARTICLE

GENETICS in MEDICINE | Volume 22 | Number 11 | November 2020 1833



“So I have like a full spinal fusion and the medicine has to
go in your spine, so it was interesting and very helpful to
see other people who…weren’t able to do it or people who
were able to do it, and what they did and…other resources
they use with their doctors, like instead of a regular X-ray
they’ll do like a CT scan or something and I was able to like
bring that to my doctors and they’re like, oh, that’s
interesting, and then they tried it.” (P7-Patient, type II)

Another participant used information from a Facebook
group to successfully challenge their physician’s claim that
they were not eligible:

“An internal medicine doctor…rejected my treatment
because I have three copies of SNM2, and the minimum
requirement is [two] SMN2 copies—there has to be at least
two. I have three, they rejected it. In fact, just the opposite,
the more copies you have, the faster recovery chance you
have. I mean this is basic knowledge and they should know
this, so I challenged their finding and I asked for a
neuromuscular doctor to evaluate my complaint, and got
approved in a couple of days.” (P21-Patient, type III)

Social media also facilitated treatment access by allowing
patients/families to share practical information about the
logistics of access, including which medical centers were
administering nusinersen:

“[If someone in an SMA Facebook group] can’t find any
hospitals or neurologists that are willing to…give [them]
this injection although [they] have been approved […]
I will jump in and I will say, hey, you know, this is what
you do, this is the doctor name and private message how to
go about this.” (P21-Patient, type III)

This information appeared to be especially beneficial to
individuals who were located in rural areas, restricted in
mobility/transportation options, and/or otherwise isolated
from SMA experts or specialized treatment centers. One
patient explained, “My local doctors had never heard of
[nusinersen] so I had to kind of use social media to learn
more about it and find where I could pursue the treatment.”
(P20-Patient, type II)
Five participants said they used information from Facebook

to educate their providers about administering nusinersen
treatment. This was important because many providers/
institutions had limited experience with the drug, particularly
in the first year after FDA approval:

“[Facebook] was very, very helpful around the country
because some of the facilities weren’t even on board and
most of the patients already kind of knew what to do, knew
what the procedure was going to be like before even their
medical staff or their doctor’s office, so they were helping
to guide them…because it was all new to everyone and it
kind of took everyone by surprise the way it happened so

fast. […] A lot of the medical community was not prepared
for it.” (P17-Parent, type II)

The experiences shared by patients/families in Facebook
groups also revealed heterogeneity in treatment practices
across providers/institutions in this early period. These
groups provided strategies for navigating these discrepancies.
One parent said, “I could go to our medical professional and
say, ‘St. Louis is doing this [anesthesia for injections]
and Chicago is doing this…that helped me to advocate”
(P11-Parent, type I). Other Facebook group members advised
families to connect doctors with the drug company to
standardize protocols:

“We have found out that each hospital really is doing it
very differently, and in some cases, not following [drug
company] protocol. And so then we always encourage
families, ‘Okay, if they have told you that or done that,
you need to speak to…’ You know, we’ll refer them to
someone back at Biogen [nusinersen’s manufacturer], you
know, ‘Call this person, tell them about it, try and get
that straightened out so it doesn’t happen next time.’”
(P19-Parent, type I)

When asked about barriers to accessing nusinersen, almost
all participants (n= 19) mentioned cost and reimbursement.
Nearly all of these participants (n= 18) reported getting
useful information from Facebook groups about how to
navigate insurance challenges, including whom to contact
from insurance companies and what to write in letters
requesting reimbursement or appealing denials. This infor-
mation was often experience-based: “Parents will post their
letters from the insurance companies, they’ll also post what
they’ve sent to the insurance companies, I’ve used templates
and removed their name and put my child’s name in, oh yeah,
you name it—definitely has helped” (P17-Parent, type II).

Perceptions of information trustworthiness and privacy
risks
When asked, almost all (n= 18) participants said they
generally trusted information about nusinersen in SMA
Facebook groups, citing two main reasons. First, information
was grounded in personal experience: members of the
Facebook communities, “are living [with SMA] every day
and have more practical experience with the disease than the
doctors [do]” (P19-Parent, type I). Second, participants
described a “fact-checking” culture within the groups:

“There’s enough moms in the group that are really well-
versed…they’re veteran moms. Some of them, you know,
that’s all they do all day—this is their world—they have a
type 1 child, they don’t have nursing, and this is their
connection to the outside world and they’ve kind of taken
this on, and they’re pretty spot on. And if [other families]
are not [accurate…] they totally call them out.” (P8-Parent,
type II)
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Despite generally trusting information in social media
groups, most participants described critically evaluating its
reliability and relevance, as they would with any online
information. Three participants explained that savvy Face-
book users “take everything with a grain of salt” (P11-Parent,
type I; P20-Patient, type II; P22-Patient, type III), and one
parent noted, “Just because it’s on [Facebook], does not mean
it’s absolute truth or it’s going to be good for my child”
(P15-Parent, type III). Over a quarter of participants (n= 6)
reported verifying information from social media with
providers. These participants described how providers
could empower them to speak honestly about their social
media use: “Doctors have to be open enough to honestly have
a conversation with their patients without being upset…
and not just criticize them for looking for different answers”
(P19-Parent, type I).
Participants expressed awareness of social media privacy

risks, but generally felt that social media’s benefits outweighed
these risks. To minimize privacy risks, participants filtered
what they shared based on the size and privacy level of the
specific Facebook group: “Whenever there’s been like an
emergency or something very scary, I wouldn’t post about
that on [son’s] public Facebook page, but I might, just for
support, post about it on an SMA type 1 family group…
because they’ve been through that, and that’s private and
closed” (P11-Parent, type I).

DISCUSSION
To our knowledge, this is the first study describing the
intersection of two phenomena in precision medicine. The
first is the increasing prevalence of novel treatments for rare
genetic diseases,19,20 which can present challenges around
cost, access, and informed decision-making.10 The second
phenomenon is the increased use of social media for
information-sharing and social support among rare genetic
disease communities.14–17 This intersection is especially
important for patients/families who already feel socially
isolated and often struggle to receive adequate medical
information.18 Participants in this study leveraged social
media to navigate the new and dynamic landscape of
nusinersen treatment for SMA: learning about nusinersen,
making informed treatment decisions, and advocating for/
accessing treatment. Participants also critically evaluated the
trustworthiness of social media and the privacy risks of using
it for SMA.
These results suggest that social media may offer important

benefits for patients with rare conditions and their families.
First, condition-specific Facebook groups may constitute
modern-day disease advocacy communities, assuming some
roles of more traditional advocacy organizations,27,28 i.e.,
information dissemination, fact-checking, emotional support,
and advocacy around treatment access. Because rare disease
patients/families are few in number, widely dispersed, and
may have mobility restrictions, social media offers a unique
way to connect these communities and facilitate information
exchange. In contrast, traditional advocacy group websites

may not offer the same levels of community, patient/family-
driven interaction, or responsiveness available in social media
groups.12

Second, social media may “democratize” treatment-related
information that is otherwise difficult to obtain. Indeed, even
basic information about some rare genetic conditions is
available only through experts at specific academic medical
centers.18,29 Our participants described sharing videos of the
nusinersen injection procedure, technical information about
treatment eligibility, copies of letters requesting insurance
coverage, and experiences of treatment effectiveness. In a
previous study, SMA patients/families who were grappling
with decisions about nusinersen treatment said they wanted
this kind of experience-based information, and had struggled
to find it;9 our results suggest that social media helps meet this
need. The information patients/families access on social
media may, in turn, help them make more informed
treatment decisions in collaboration with providers. This is
particularly relevant for novel gene/gene-targeted therapies,
since some providers may initially lack information about
these treatments.18,29

However, there are also known risks to social media
use, some of which may be heightened for patients with
rare genetic diseases and their families. First, social media
could spread and amplify misinformation,30,31 potentially
misguiding patients/families.31 Second, tension between
physicians with professional expertise and patients with
social media–derived information could weaken therapeutic
relationships.32 Third, privacy violations33 could be a
particular concern for rare and ultrarare disease commu-
nities, since small patient numbers make individuals more
identifiable and social media platforms may be vulnerable to
breaches and loopholes.34 Finally, condition-specific social
media communities could become a forum for third parties
(e.g., pharmaceutical companies) to manipulate patients’ and
families’ opinions and/or behavior, or for bad actors to cause
direct harm.35 Our participants sought to minimize these
risks through critical judgment and self-monitoring, and
nearly all of them felt that the potential benefits outweighed
the risks.

Implications
In light of these risks and potential benefits, how should
providers anticipate and respond to treatment-related social
media use? It has been reported that some providers are
unaware of, or hostile to, patients’ and families’ use of the
Internet for medical information.36 Rather than ignoring,
discouraging, or condemning treatment-related social media
use, we suggest a proactive approach that attempts to
maximize the potential benefits of social media while
minimizing its risks.
For example, providers could encourage transparency about

social media use, offer to help evaluate information from
social media, and remind patients/families to exercise caution
and critical judgment. They could also warn patients/families
of privacy risks and even compile a set of vetted social media
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resources for distribution. This may be particularly important,
as Facebook has received scrutiny for its allegedly incomplete
response to a privacy loophole allowing third parties to
discover the names of members in private groups.34

Importantly, many groups are patient/family-only spaces.
Health-care professionals should respect membership guide-
lines and may not be able to vet content themselves, but could
instead partner with patient-experts to amass reliable
resources. It is unlikely that patients and families will stop
using social media to learn and communicate about novel
treatments, and they often derive emotional support or
empowerment from what they learn online. Therefore, our
proposed strategies could mitigate the harms of online
misinformation while enhancing shared decision-making
surrounding novel treatments.
More research is needed in this area. For example, studies

could examine the content of condition-specific social media
groups and evaluate reliability, bias, sources, and the possible
influence of third parties (e.g., pharmaceutical companies).
Assessing these biases may be especially important when
competing treatments are available. Indeed, since these
interviews were conducted, nusinersen has become more
widely available in the United States, the SMA gene therapy
onasemnogene abeparvovec-xioi (Zolgensma) has received
FDA approval,37 and other treatments have advanced in
clinical development.38 At a cost of $2.1 million, Zolgensma
has—like nusinersen—posed practical and ethical challenges
surrounding affordability and access, including questions
about unconventional rationing approaches (e.g., lottery)
where the gene therapy is not yet available.39 As more data
become available about these novel treatments and the
barriers to accessing them, social media may become even
more important in helping patients/families gather informa-
tion and make treatment decisions.
Future research on rare genetic diseases may benefit from

partnership with condition-specific social media groups. For
example, social media content could provide information
about patients’ preferences and unmet needs.40 Researchers
and providers could partner with social media groups to
rapidly administer surveys, recruit patients for clinical trials,
and otherwise engage inaccessible stakeholders.41 In this way,
social media could augment partnerships between researchers
and traditional patient advocacy groups.

Limitations
This study has several limitations. First, because we recruited
most of our participants through social media, they may have
been more positive about its use than non–social media users.
Second, our participants were English-speaking and primarily
white. Our results may not reflect the perspectives of diverse
social media users for SMA, and may also indicate
demographic disparities in access to or use of SMA-specific
social media resources.
Third, our results are based on patient/parent interviews

describing interactions with social media content and not on
analysis of the content itself. Many condition-specific social

media groups are private, making a comprehensive content
analysis difficult to conduct. Analyzing a subset of open
groups could help familiarize providers with the content their
patients produce and consume online.

Conclusion
As novel treatments for rare genetic diseases become more
common with advances in gene therapy and precision
medicine, many patients and families will likely turn to social
media to share and consume information about these
treatments. Participants in this study leveraged social media
to navigate the new and dynamic landscape of nusinersen
treatment for SMA: learning about nusinersen, making
informed treatment decisions, and advocating for/accessing
the treatment itself. They also critically evaluated the
trustworthiness of social media and the privacy risks of using
it for SMA. As new treatments become available, providers
and patients/families may benefit from proactively discussing
social media use, so as to maximize important benefits while
minimizing risks.
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