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Abstract
Background: Rare genetic diseases pose significant diagnostic and therapeutic challenges, often leading to delayed diagnoses,
misinformation, and patient isolation. Social media platforms have emerged as prominent spaces for health information
dissemination and community building among patients with rare diseases.
Objective: This study aimed to evaluate the role of TikTok videos in patient education, community engagement, and
information quality related to 5 rare genetic conditions: Ehlers-Danlos syndrome, Marfan syndrome, cystic fibrosis, Wilson
disease, and Gaucher disease.
Methods: A cross-sectional analysis was conducted on 184 TikTok videos identified via disease-specific hashtags. Included
videos were 15 seconds to 4 minutes long and directly discussed the target diseases. Advertisements, promotional content,
and product marketing were excluded. Videos were categorized by creator type: physicians, medical professionals, patients,
influencers, nonprofit organizations, and others. Content quality was assessed using the Global Quality Scale (GQS) and a
modified DISCERN tool (mDISCERN). Engagement metrics (views, likes, and shares) were recorded. Kruskal-Wallis and
chi-square tests evaluated differences across creator categories.
Results: Of the 184 TikTok videos, 88 (47.8%) were created by patients or family members; 31 (16.8%) by influencers, 24
(13.0%) by physicians, 17 (9.2%) by nonprofit organizations, 15 (8.2%) by general users, and 9 (4.9%) by others. Collectively,
the videos amassed more than 123 million views. Influencer-generated content accounted for the highest cumulative view
count, totaling approximately 60.9 million views. Content produced by medical professionals and physicians demonstrated
higher information quality, with mean GQS scores of 3.89 (SD 0.66) and 3.62 (SD 0.71) and mDISCERN scores of 3.11
(SD 0.58) and 3.21 (SD 0.65), respectively. In contrast, videos by influencers and patients exhibited lower quality scores
(influencers: GQS mean 1.48, SD 0.60; mDISCERN mean 1.42, SD 0.55; patients: GQS mean 1.57, SD 0.58; mDISCERN
mean 1.38, SD 0.52). For Ehlers-Danlos syndrome (n=40 videos, 21.7%), Wilson disease (n=40 videos, 21.7%), and cystic
fibrosis (n=34 videos, 18.5%), significant differences in quality scores among creator types were observed (P<.001, P<.001,
and P≤.04, respectively). For Marfan syndrome (n=40 videos, 21.7%) and Gaucher disease (n=30 videos, 16.3%), no signifi-
cant differences were observed (P=.43 and P=.07, respectively). Chi-square analysis indicated no association between creator
type and inclusion of peer-reviewed references (χ25=10.6; P=.07). Overall, only 7 (3.8%) videos cited scientific literature.
Conclusions: TikTok serves as a key platform for rare disease awareness and community engagement, although the quality
and accuracy of health information vary widely. Although medical professionals produced higher-quality content, it tended to
receive less visibility. Increasing the presence of health care professionals and improving visibility of evidence-based content
could enhance patient education and safer health information sharing.

JMIR Form Res 2026;10:e79978; doi: 10.2196/79978

JMIR FORMATIVE RESEARCH Wahman et al

https://formative.jmir.org/2026/1/e79978 JMIR Form Res 2026 | vol. 10 | e79978 | p. 1
(page number not for citation purposes)

https://doi.org/10.2196/79978
https://formative.jmir.org/2026/1/e79978


Keywords: rare diseases; social media; patient education; health misinformation; TikTok; Ehlers-Danlos syndrome; Marfan
syndrome; cystic fibrosis; Gaucher disease

Introduction
Rare genetic conditions such as Ehlers-Danlos syndrome
(EDS), Marfan syndrome, and Wilson disease often present
with nonspecific or variable symptoms. These characteris-
tics contribute to diagnostic delays, fragmented care, and
social isolation for affected individuals [1,2]. This aligns
with broader evidence that individuals with rare disorders
often face significant gaps in health literacy, limited access
to information, and barriers to effective self-management,
which underscores the importance of peer support and
alternative educational tools [3]. In the absence of robust
institutional resources or consistent health care professional
familiarity, many patients and caregivers turn to social media
for support, disease education, and practical guidance [4,5].
These 5 rare genetic conditions (EDS, Marfan syndrome,
cystic fibrosis, Wilson disease, and Gaucher disease) were
selected to capture diversity in etiology (connective tissue,
metabolic, and pulmonary) and representation on TikTok.
Each condition has a distinct clinical profile and active online
patient community, which facilitates consistent comparison of
creator engagement and educational content across diseases
[6-8].

Among social media platforms, TikTok has emerged as
a dominant venue for health discourse. With over 1 bil-
lion monthly users globally and strong penetration among
adolescents and young adults, TikTok is uniquely positioned
to influence health knowledge, particularly in underrepresen-
ted or rare conditions [6]. The platform’s algorithmic design
enables rapid exposure to highly personalized video content,
often delivered without intentional searching. This makes
TikTok a powerful yet potentially unreliable source of health
information [7].

Despite TikTok’s popularity, little research has specifi-
cally examined the accuracy and educational impact of rare
disease–related content, a gap this study aims to address.
In rare disease communities, TikTok fosters connection
and visibility. Patients and families use hashtags such as
#RareDisease and #ChronicIllness to share lived experien-
ces, raise awareness, and advocate for research and support
services [8]. Video content frequently documents diagnostic
journeys, daily management, and emotional coping. These
narratives contribute to psychosocial support and patient
empowerment [8,9]. However, the ease of content creation
also raises concerns about the quality and accuracy of medical
information that reaches potentially vulnerable audiences [10,
11].

Recent studies across several health domains reveal
that TikTok videos commonly lack references to scien-
tific literature and often include misinformation, especially
those created by influencers or nonmedical users [12,13].
For example, a review of prostate cancer–related videos
on TikTok found that nearly half of informational vid-
eos contained false or misleading statements [14]. Similar

trends have been observed in videos addressing attention-def-
icit/hyperactivity disorder (ADHD), fibromyalgia, sinusitis,
and eating disorders, where professional content consistently
surpasses user-generated videos in quality [15,16].

Validated tools such as the Global Quality Scale (GQS)
and DISCERN have been used to assess the reliability and
usefulness of online medical content, including short-form
videos [11,17]. Although originally developed for written or
long-form materials, these tools are now applied to TikTok
videos to enable comparisons across different content creators
[18,19]. To address their known limitations in short-form
contexts, the modified DISCERN (mDISCERN) version,
adapted for audiovisual and short-form media in prior
research, was used in this study alongside GQS to main-
tain cross-study comparability while improving contextual
relevance [18].

This study evaluated the information quality and audience
reach of TikTok videos related to 5 rare genetic conditions:
EDS, Marfan syndrome, cystic fibrosis, Wilson disease,
and Gaucher disease. Using established quality measures,
we examined whether content produced by medical profes-
sionals differs from that produced by patients, influencers,
and general users. We also analyzed how these differences
correspond to viewer engagement. Through this approach,
we aimed to highlight both the educational potential and the
limitations of TikTok as a platform for rare disease communi-
cation.

Methods
Overview
This study used a cross-sectional observational design to
evaluate TikTok videos discussing 5 rare genetic conditions:
EDS, Marfan syndrome, cystic fibrosis, Wilson disease, and
Gaucher disease. Videos were identified using TikTok’s
native search function within the mobile app. Raters created
new TikTok accounts to avoid the influence of personal-
ized algorithms. For each condition, standardized English-lan-
guage hashtags were entered into the search bar and manually
screened in descending order of view count as displayed by
the platform. The following search terms were used:

• For EDS, #EhlersDanlos, #EDS, #EhlersDanlosSyn-
drome

• For Marfan syndrome, #Marfan, #MarfanSyndrome
• For cystic fibrosis, #CysticFibrosis, #CFWarrior,

#CFCommunity
• For Wilson disease, #WilsonsDisease, #WilsonDisease,

#CopperToxicity
• For Gaucher disease, #GaucherDisease, #Gaucher

The first 40 videos with the highest visible view counts
were included for eligibility screening, yielding 200 total
videos. Videos were eligible if they were posted between
January 2022 and October 2024, directly discussed the target
condition, and were between 15 seconds and 4 minutes in
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duration, consistent with the length range of short-form health
content on TikTok reported in prior studies [17]. Exclu-
sion criteria included advertisements, promotional content,
duplicate uploads, and non-English videos. After exclusions,
184 unique videos remained for analysis. All searches were
conducted in December 2024 to ensure that the dataset
reflected the most current content available at the time of
analysis. The inclusion period (January 2022 to October
2024) was selected because TikTok expanded its maximum
video length from 50 seconds to 10 minutes in early 2022,
allowing for more substantive educational content. The cutoff
of October 2024 was chosen to include approximately 3 years
of postexpansion content while maintaining a manageable and
temporally consistent dataset.

Videos were categorized by creator type based on account
biographies, stated credentials, and linked websites. Cate-
gories included physicians, medical professionals, patients,
influencers, nonprofit organizations, and others. Creators
were classified as physicians if their profile or linked page
listed an MD, DO, or an international equivalent medical
degree (eg, MBBS). Medical professionals included other
licensed health care workers such as registered nurses, genetic
counselors, pharmacists, or physical therapists who reported
professional credentials but did not hold physician degrees.
This distinction was made to explore whether engagement
and information quality differed between physician-led and
allied health–led educational content, reflecting the unique
training and communication roles of each group in digital
health spaces. Influencers were defined as creators with
a substantial follower base (typically exceeding 10,000
followers) or self-identified content creators who regularly
produced health-related or lifestyle videos for a broad

public audience but did not hold formal medical creden-
tials or represent nonprofit organizations. Any ambiguity in
classification was resolved by consensus among 5 reviewers
to minimize misclassification bias.

All videos were coded using a standardized data extrac-
tion form developed for this study. The form included fields
for creator type, disease, category, engagement metrics, and
the quality assessment instruments (GQS and mDISCERN),
allowing reviewers to score each video within the same
structured framework. Five reviewers independently coded
all videos, with each reviewer assessing approximately 20%
of the total sample and at least 2 reviewers overlapping
on every video to ensure consistency. Coding discrepancies
were reviewed collectively after initial scoring and resolved
by consensus at the end of data collection to ensure con-
sistency across raters. For videos that claimed to cite peer-
reviewed literature or clinical guidelines, reviewers verified
the presence of such sources through in-video text, captions,
or linked resources. If verification was not possible, the
citation claim was coded as absent.

Video quality was assessed using 2 established tools: the
GQS and the mDISCERN instrument. The GQS, origi-
nally developed for patient-facing websites and adapted for
short-form videos, rates content on a 5-point Likert scale
(1=poor, 5=excellent) based on flow, educational value, and
comprehensiveness (Table 1) [20]. The mDISCERN, adapted
from the original DISCERN framework for written materials,
evaluates reliability, balance, and overall quality (Table 2)
[21]. The full mDISCERN tool can be found in Multimedia
Appendix 1.

Table 1. Global Quality Scale scoring framework.
Likert scale score Quality assessment of the content Information coverage Patient utility
1 Poor quality None Very unlikely to be of any use to

patients
2 Poor quality Some information present Of very limited use to patients
3 Suboptimal flow Some information covered but

important topics are missing
Somewhat useful to patients

4 Good quality and flow Most important topics covered Useful to patients
5 Excellent quality and flow Most important topics covered Highly useful to patients

Table 2. Modified DISCERN tool description.
Category Example question Explanation
Reliability of content Are the aims of the video clear? Does the creator state the purpose (eg, educate, raise

awareness, and share experience)?
Quality of treatment information Does the video discuss multiple perspectives? If treatments are mentioned, are pros, cons, and

alternatives presented?
Overall rating Rate the overall quality of the video Consider all criteria above to provide a holistic score

Both instruments have been successfully applied in prior
analyses of TikTok health content [12,17]. These instruments
were selected because they provide standardized, valida-
ted frameworks for assessing health information quality,
which allow cross-study comparisons despite their limita-
tions in capturing certain stylistic features of short-form

videos, such as pacing and audiovisual emphasis. To address
these limitations, we applied the mDISCERN instrument,
which has been adapted for short-form and audiovisual
health content in prior TikTok-based research [18] and used
alongside GQS in several video-based quality evaluations [17,
19], and conducted reviewer calibration to ensure consistent

JMIR FORMATIVE RESEARCH Wahman et al

https://formative.jmir.org/2026/1/e79978 JMIR Form Res 2026 | vol. 10 | e79978 | p. 3
(page number not for citation purposes)

https://formative.jmir.org/2026/1/e79978


scoring. Prior to data collection, all reviewers completed
calibration exercises using sample videos to ensure consis-
tent scoring. Any discrepancies in scoring were resolved
through consensus discussion among the 5 reviewers. Table 2
was developed for this study using criteria derived from the
original DISCERN instrument.

Descriptive statistics summarized the distribution of videos
across creator types and diseases. GQS and mDISCERN
scores were compared across creator types using Krus-
kal-Wallis tests due to nonparametric score distributions,
followed by Dunn post hoc tests for pairwise compari-
sons. Chi-square tests examined associations between creator
type and the citation of peer-reviewed literature or clinical
guidelines. All analyses were conducted using SPSS (version
28.0; IBM Corp), with significance set at P<.05.

Engagement metrics, including views, likes, shares, and
comments, were recorded. To adjust for variability in posting
time, a normalized engagement ratio (NER; interactions per
1000 views) was calculated using the formula:

NER = likes+comments + sharesviews/1000
This allowed for standardized comparisons of audience
interaction, as supported by prior TikTok engagement
studies [15,19]. A higher NER reflects proportionally greater
viewer interaction relative to exposure; however, it does not
necessarily indicate the quality or meaningfulness of that
engagement.

Ethical Considerations
This study analyzed publicly available TikTok videos related
to rare genetic conditions. All data were deidentified and
obtained from open-access sources that do not require an
account or login for access. In accordance with the determina-
tion provided by the Sam Houston State University Institu-
tional Review Board (IRB), the project was classified as not
human subjects research under 45 CFR 46.102. Therefore,
formal IRB review was not required. The IRB confirmed
that this classification applied because no identifiable private
information or interaction with human participants occurred.

Results
The distribution of videos by disease and creator type
is summarized in Figure 1. Patient-created content con-
sistently represented the largest proportion across most
diseases. Collectively, 184 videos amassed more than
123 million views and 9.6 million likes. Influencer-gen-
erated content accounted for the highest total views
(60,992,870/132,058,986, 46.2%), followed by patient-gener-
ated videos (45,469,801/132,058,986, 34.4%) and physi-
cian-generated videos (19,000,622/132,058,986, 14.4%).
Medical professional– and nonprofit organization–generated
content contributed smaller proportions of total views
(2,413,400/132,058,986, 1.8% and 2,964,198/132,058,986,
2.3%, respectively), with other creator types accounting for
the remaining 0.9% (1,218,095/132,058,986) of views (Table
3).

Figure 1. Distribution of TikTok videos by creator type and disease category.
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Table 3. Summary of TikTok engagement metrics and normalized engagement ratios (NER) by creator type (N=188).

Creator type Average views (SD) Average likes (SD)

Total views
(N=132,058,986), n
(%)

Total likes and shares
(N=9,836,670), n (%)

NER (per 1000
views)

Physician 791,693 (1,310,843) 25,851 (41,535) 19,000,622 (14.4) 704,288 (7.2) 2433.50
Patient 516,702 (1,489,930) 37,997 (127,974) 45,469,801 (34.4) 3,428,069 (34.9) 48.8
Influencer 1,967,512

(8,715,477)
174,542 (896,043) 60,992,870 (46.2) 5,455,019 (55.4) 30.2

Medical professional 268,156 (390,437) 12,975 (27,601) 2,413,400 (1.8) 128,585 (1.3) 32.9
Nonprofit organization 71,653 (157,967) 2587 (7034) 2,964,198 (2.3) 72,740 (0.7) 29.2
Other 197,613 (483,735) 4624 (7713) 1,218,095 (0.9) 47,969 (0.5) 28.3

While influencers and patients generated the highest overall
engagement, with 60.9 million (46.2%) and 45.5 million
(34.4%) views, respectively, physician-created videos had the
highest NER, averaging 2433 interactions per 1000 views.
This was substantially higher than the ratios for medi-
cal professionals (48.8), influencers (30.2), patients (32.9),
nonprofit organizations (29.2), and other creators (28.3). The
NER adjusts for differences in video reach, providing a
clearer measure of content’s interactive quality rather than
just popularity. Full results are shown in Table 3.

Content produced by physicians and medical professionals
demonstrated significantly higher quality and reliability, as

measured by the GQS and the mDISCERN. Physician-cre-
ated videos had a mean GQS score of 3.62 (SD 0.71)
and mDISCERN score of 3.21 (SD 0.65), while videos
from medical professionals scored slightly higher (GQS
mean 3.89, SD 0.66; mDISCERN mean 3.11, SD 0.58).
In contrast, videos from influencers and patients exhibited
notably lower-quality scores (influencers: GQS mean 1.48,
SD 0.6; mDISCERN mean 1.4, SD 0.55; patients: GQS mean
1.57, SD 0.58; mDISCERN mean 1.38, SD 0.52; Table 4). A
full breakdown of consensus data is available in Multimedia
Appendix 2.

Table 4. Average Global Quality Scale (GQS) and modified DISCERN (mDISCERN) scores by creator type.

Creator type GQS score, mean (SD)
mDISCERN score,
mean (SD)

Physician 3.62 (0.71) 3.21 (0.65)
Medical professional 3.89 (0.66) 3.11 (0.58)
Influencer 1.48 (0.60) 1.42 (0.55)
Patient 1.57 (0.58) 1.38 (0.52)
Nonprofit organization 2.92 (0.70) 2.60 (0.66)
Other 2.73 (0.68) 2.48 (0.61)

For EDS (40/184, 21.7%), Kruskal-Wallis tests revealed
significant variation in GQS scores (H=24.28; P<.001;
ε²=0.57, 95% CI 0.41‐0.72) and in mDISCERN scores
(H=24.09; P<.001; ε²=0.56, 95% CI 0.39‐0.71). For Wilson
disease (40/184, 21.7%), significant differences were found
in GQS (H=30.50; P<.001; ε²=0.75, 95% CI 0.60‐0.84) and
mDISCERN (H=29.89; P<.001; ε²=0.73, 95% CI 0.58‐0.82).
For cystic fibrosis (34/184, 18.5%), significant variation
was observed in GQS (H=12.36; P=.03; ε²=0.26, 95% CI
0.04‐0.47) and mDISCERN (H=11.96; P=.04; ε²=0.25, 95%

CI 0.03‐0.45). No significant differences in quality scores
were found for Marfan syndrome (GQS: H=4.87, P=.43;
mDISCERN: H=7.04, P=.22) or Gaucher disease (GQS:
H=8.59, P=.07; mDISCERN: H=5.46, P=.24; Table 5). No
statistically significant differences in quality scores were
found among creator types for Marfan syndrome (GQS:
H=4.87, P=.43; mDISCERN: H=7.04, P=.22) or Gaucher
disease (GQS: H=8.59, P=.07; mDISCERN: H=5.46, P=.24).
The lack of significance may be attributed to smaller sample
sizes and limited variation in creator type representation.

Table 5. Statistical analysis of information quality scores by content creator type for each rare genetic disease.
Disease Highest-scoring creator types Global Quality Scale score Modified DISCERN score

H P value ε² (95% CI) H P value ε² (95% CI)
Ehlers-Danlos
syndrome

Medical professionals and
physicians

24.28 <.001 0.57 (0.41-0.72) 24.09 <.001 0.56 (0.39-0.71)

Wilson disease Medical professionals and
physicians

30.50 <.001 0.75 (0.60-0.84) 29.89 <.001 0.73 (0.58-0.82)

Cystic fibrosis Medical professionals and
physicians

12.36 .03 0.26 (0.04-0.47) 11.96 .04 0.25 (0.03-0.45)
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Disease Highest-scoring creator types Global Quality Scale score Modified DISCERN score

H P value ε² (95% CI) H P value ε² (95% CI)
Marfan syndrome Nonprofit organizations and

others
4.87 .43 0 (0-0.08) 7.04 .22 0.06 (0-0.13)

Gaucher disease Physicians and patients 8.59 .07 0.15 (0.02-0.29) 5.46 .24 0.09 (0-0.22)

Dunn test with Bonferroni correction revealed that physi-
cian-generated videos scored significantly higher on the
GQS than both influencer videos (adjusted P=.004) and
patient-created videos (adjusted P=.007). Likewise, content
from other medical professionals outperformed influencer
videos on GQS (adjusted P=.01). On mDISCERN, physician
videos again exceeded influencer (P=.003) and patient videos
(P=.005), and other content exceeded influencer videos
(P=.02). No other pairwise contrasts reached significance.
Full pairwise comparison results are available in Multimedia
Appendix 3.

Chi-square analysis of the proportion of videos citing
peer-reviewed literature or official guidelines showed no
statistically significant differences among creator types
(χ²5=10.6; P=.07). Overall, only 7 (3.8%) videos included
scientific references. Videos created by medical professionals
had the highest citation rate (3/28, 11%), followed by those
categorized as by others (1/15, 7%) and by physicians (3/88,
4%). Despite these relative differences, the consistently low
citation rates across all creator groups highlight a general lack
of evidence-based referencing in TikTok content related to
rare diseases (Figure 2).

Figure 2. Proportion of TikTok videos citing peer-reviewed references by creator type.

Discussion
Principal Findings
This study highlights the growing importance of TikTok as
a platform for rare disease awareness and education, while
also emphasizing critical disparities in the quality of medical
information shared. Most videos analyzed were created by
patients and influencers, who collectively attracted the highest
levels of viewer engagement. Despite this popularity, these
videos generally contained lower-quality medical informa-
tion compared with content produced by medical profes-
sionals and physicians. This pattern aligns with previous
research across other health conditions, where content created
by medical professionals typically receives less audience
engagement despite higher-quality scores [14,16]. Although
physician-generated videos represented fewer total uploads

and reached smaller audiences overall, they demonstrated
higher NER compared with those produced by nonphysi-
cians, suggesting that audience interaction may be influenced
by perceived credibility or informational clarity rather than
entertainment value, reflecting prior TikTok research showing
a mismatch between content popularity and quality [11,13].

This study found substantial differences in quality
scores across creator types. Physician- and medical profes-
sional–generated videos consistently demonstrated higher
quality based on the GQS and the mDISCERN. Con-
versely, influencer-created and patient-generated videos
scored notably lower on these scales. These findings mirror
results from previous TikTok evaluations of various health
topics, including diabetes, fibromyalgia, and coronary artery
disease, where professionally created content consistently
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demonstrated greater accuracy but attracted less viewer
attention [11-13].

An important observation of this analysis was the
pronounced mismatch between content quality and viewer
engagement. Physician- and medical professional–generated
videos, despite higher quality, received fewer views and
interactions compared with influencer- or patient-generated
content. Influencer-created videos, in particular, garnered
substantial viewership despite notably lower-quality ratings.
This discrepancy, previously documented in studies on
sinusitis and eating disorders on TikTok, raises significant
concerns regarding public health literacy and underscores the
risks associated with widespread misinformation on short-
form video platforms [13,16]. The NER further emphasizes
this mismatch, demonstrating that high-quality physician-cre-
ated videos, despite fewer total views, generated significantly
higher engagement per view. This suggests that viewers
might interact more meaningfully with accurate, high-quality
content even when encountered less frequently.

In the context of rare diseases, this disconnect between
popularity and accuracy is particularly problematic. Patients
frequently experience prolonged diagnostic delays, inconsis-
tent expertise of health care professionals, and fragmented
health care management [1,5]. Therefore, many individuals
rely on platforms like TikTok for disease-specific informa-
tion, emotional support, and practical management strategies
[4,8]. This trend aligns with broader findings within rare
disease communities, where patients and caregivers com-
monly use digital tools to access reliable information, reduce
isolation, and navigate fragmented health care systems [22].
Foster and Ellis [23] suggest that self-diagnosis behav-
iors driven by platforms like TikTok may reflect com-
plex motivations, including identity exploration, community
seeking, and barriers to formal health care access. However,
while patient-generated videos offer considerable emotional
and community building value, they often include medically
inaccurate, incomplete, or misleading information, reinforcing
concerns highlighted by prior research [12,15].

Another critical finding was the notably low rate of citing
peer-reviewed literature or clinical guidelines across all types
of creators. Although medical professionals and physicians
cited evidence slightly more frequently than influencers
or patients, overall citation rates remained exceptionally
low. This aligns with previous analyses of TikTok content
in osteoporosis, cancer, and gastrointestinal health, where
minimal referencing of credible sources was also noted
[17,19]. The absence of evidence-based citations severely
limits the educational effectiveness of these videos, hindering
viewers’ ability to evaluate content credibility and posing
tangible risks to patient safety, particularly within vulnerable
rare disease populations [6].

Despite these challenges, TikTok presents significant
opportunities for community support, increased visibility,
and patient empowerment within rare disease communi-
ties. Patient-generated content can effectively raise aware-
ness, provide emotional support, and amplify visibility for
conditions often overlooked in mainstream health care and

research [2,9]. Prior research demonstrates that hashtags
like #RareDisease and #ChronicIllness serve as valuable
online gathering spaces, facilitating supportive communi-
ties and collective advocacy [8,24]. For individuals living
with rare conditions, often marked by isolation and limi-
ted support, sharing personal experiences can foster identity
formation, validation, and belonging. Patient-created videos
may help reduce stigma, increase awareness among peers,
and promote self-advocacy, even when medical accuracy
is imperfect. These peer-to-peer interactions complement
rather than replace professional education and highlight
the platform’s potential as a space for empowerment and
community building.

To effectively leverage TikTok’s potential while address-
ing content accuracy and reliability, a multifaceted approach
is required. Institutional support, such as training health
care professionals in digital health communication, actively
involving patient advocates in content creation, and imple-
menting platform-level enhancements, including verified
creator badges and algorithms prioritizing credible, evi-
dence-based content, could significantly improve the quality
and reliability of shared information [25-27]. Additionally,
enhancing digital health literacy through targeted educational
initiatives can empower viewers to critically evaluate online
health information, fostering safer online communication
practices [3,28].

In addition to institutional and platform-level interven-
tions, collaboration between health care professionals and
patient influencers may represent a promising strategy for
improving the quality and reach of health information.
Training programs that equip patients and influencers with
foundational health communication and media literacy skills
could strengthen the accuracy and clarity of their content
while preserving authenticity. Likewise, structured partner-
ships between physicians, allied health professionals, and
experienced content creators could expand credible outreach
and help translate complex medical concepts into accessi-
ble, patient-centered narratives. Within rare disease com-
munities, such training initiatives could be developed in
collaboration with established advocacy organizations such
as the National Organization for Rare Disorders, which
already supports educational outreach and patient empower-
ment programs. Such approaches may ultimately enhance
trust, reduce misinformation, and promote more equitable
participation in digital health education.

While these strategies may offer promising directions
for improving content quality and engagement on social
media platforms, several limitations of this study should
be acknowledged. While EDS, Wilson’s disease, and cystic
fibrosis showed significant variation in information qual-
ity across creator types, results for Marfan and Gaucher
diseases were not statistically significant. This likely reflects
smaller sample sizes and limited creator diversity within these
subgroups, which reduced statistical power to detect true
differences.

The cross-sectional design captures only a single snap-
shot in TikTok’s rapidly evolving content environment,
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potentially limiting generalizability. The reliance on hashtags
and English-language videos may have excluded relevant
content, highlighting the need for broader multilingual
research approaches. Additionally, the inclusion of only
the most viewed videos introduces potential selection bias,
as this approach may overrepresent popular content while
underrepresenting less visible yet potentially higher-qual-
ity educational videos. The GQS and mDISCERN tools,
though validated, were originally developed for longer-form
content, underscoring the need for specialized assessment
tools tailored specifically to short-form videos [29]. It is
possible that certain diseases were more likely to include
peer-reviewed citations than others, reflecting differences in
research visibility, professional engagement, or the matur-
ity of patient advocacy communities; however, this relation-
ship was not specifically examined in this analysis. Future
research using longitudinal designs could provide deeper
insights into the direct impact of social media content
on health behaviors and outcomes, further elucidating the
platform’s long-term educational efficacy.
Conclusions
TikTok has become a significant platform for health
communication, especially for rare disease communities,
facilitating patient empowerment, advocacy, and education.

However, our findings highlight substantial gaps in the
quality and reliability of TikTok content on rare genetic
conditions. Videos from patients and influencers are highly
popular yet frequently lack medical accuracy and proper
citations. In contrast, physicians and medical professionals
produce consistently higher-quality content that remains
comparatively underviewed.

Although physician-generated content had significantly
higher-quality scores, influencer- and patient-generated
videos dominated views. This discrepancy raises concerns
about misinformation and its implications for patient safety,
consistent with prior findings. Institutional support, such
as targeted training in digital health communication, could
empower health care professionals to produce engaging,
evidence-based content. Addressing this imbalance requires
increased collaboration between clinicians and patient
creators, institutional training in digital health communica-
tion, and targeted platform-level interventions such as verified
badges and enhanced algorithmic visibility for credible
content. Additionally, improving digital health literacy is
essential to equip users to critically evaluate health informa-
tion online. Such coordinated efforts can transform TikTok
into a more reliable and effective tool for rare disease
education and community support.

Acknowledgments
The authors thank Dominica Moussoki, Emma Zehe, Danyal Tahseen, and Leslie Hudson for their valuable assistance in
applying the Global Quality Scale and modified DISCERN scoring tools during video analysis. The authors also thank
the reviewers who contributed to cross-checking quality scores and reference validation, and the interdisciplinary team of
medical students and faculty who supported video screening and categorization. They are grateful to the creators and advocacy
communities whose TikTok content made this analysis possible.
The authors declare the use of generative artificial intelligence (GenAI) in the research and writing process. According to the
GAIDeT taxonomy (2025), the following tasks were delegated to GenAI tools under full human supervision: proofreading and
editing; formulation of conclusions; and reformatting. The GenAI tool used was ChatGPT.
Responsibility for the final manuscript lies entirely with the authors. GenAI tools are not listed as authors and do not bear
responsibility for the final outcomes.
Funding
No external financial support or grants were received from any public, commercial, or not-for-profit entities for the research,
authorship, or publication of this paper.
Data Availability
The datasets generated or analyzed during this study are available from the corresponding author on reasonable request.
Authors’ Contributions
JMW and RMH conceptualized the study and designed the analysis framework; conducted data extraction and statistical
analysis; and led the writing and interpretation of results. HGA, as the corresponding author, took primary responsibility for
coordinating manuscript revisions by initiating additional analyses, recommending relevant references, refining figure scales,
and enhancing the clarity and quality of the final manuscript. All authors reviewed, edited, and approved the final manuscript.
Conflicts of Interest
None declared.
Multimedia Appendix 1
Pairwise Dunn post hoc comparisons of TikTok video quality by creator type: z statistics with 2-tailed asymptotic P values and
Bonferroni-adjusted P values for Global Quality Scale and modified DISCERN scores.
[DOC File (Microsoft Word File), 35 KB-Multimedia Appendix 1]

Multimedia Appendix 2

JMIR FORMATIVE RESEARCH Wahman et al

https://formative.jmir.org/2026/1/e79978 JMIR Form Res 2026 | vol. 10 | e79978 | p. 8
(page number not for citation purposes)

https://jmir.org/api/download?alt_name=formative_v10i1e79978_app1.doc
https://jmir.org/api/download?alt_name=formative_v10i1e79978_app1.doc
https://formative.jmir.org/2026/1/e79978


Modified DISCERN scoring system for TikTok.
[DOCX File (Microsoft Word File), 15 KB-Multimedia Appendix 2]

Multimedia Appendix 3
Descriptive overview of TikTok videos by creator type and disease category. Video counts, mean Global Quality Scale and
modified DISCERN scores, total views, likes, shares, and number of videos citing peer-reviewed references.
[DOC File (Microsoft Word File), 75 KB-Multimedia Appendix 3]
References
1. Belzer LT, Wright SM, Goodwin EJ, Singh MN, Carter BS. Psychosocial considerations for the child with rare disease: a

review with recommendations and calls to action. Children (Basel). Jun 21, 2022;9(7):933. [doi: 10.3390/
children9070933] [Medline: 35883917]

2. Wanberg LJ, Pearson DR. Evaluating the disease-related experiences of TikTok users with lupus erythematosus:
qualitative and content analysis. JMIR Infodemiology. Apr 17, 2024;4:e51211. [doi: 10.2196/51211] [Medline:
38631030]

3. Stenberg U, Westfal L, Dybesland Rosenberger A, et al. A scoping review of health literacy in rare disorders: key issues
and research directions. Orphanet J Rare Dis. Sep 6, 2024;19(1):328. [doi: 10.1186/s13023-024-03332-5] [Medline:
39243094]

4. Miller EG, Woodward AL, Flinchum G, Young JL, Tabor HK, Halley MC. Opportunities and pitfalls of social media
research in rare genetic diseases: a systematic review. Genet Med. Dec 2021;23(12):2250-2259. [doi: 10.1038/s41436-
021-01273-z] [Medline: 34282302]

5. Doyle TA, Vershaw SL, Conboy E, Halverson CME. Improving social media-based support groups for the rare disease
community: interview study with patients and parents of children with rare and undiagnosed diseases. JMIR Hum
Factors. Dec 30, 2024;11:e57833. [doi: 10.2196/57833] [Medline: 39752188]

6. Kirkpatrick CE, Lawrie LL. TikTok as a source of health information and misinformation for young women in the
United States: survey study. JMIR Infodemiology. May 21, 2024;4:e54663. [doi: 10.2196/54663] [Medline: 38772020]

7. Merga MK. TikTok and digital health literacy: a systematic review. IFLA J. Jun 2025;51(2):490-501. [doi: 10.1177/
03400352241286175]

8. Park HJ, Scott CJ, Smith HS, Wojcik MH. Rare disease narratives on social media: a content analysis. Genet Med Open.
2025;3:102844. [doi: 10.1016/j.gimo.2025.102844] [Medline: 40115594]

9. Gilmore D, Radford D, Haas MK, Shields M, Bishop L, Hand B. Building community and identity online: a content
analysis of highly viewed #Autism TikTok videos. Autism Adulthood. Mar 1, 2024;6(1):95-105. [doi: 10.1089/aut.2023.
0019] [Medline: 38435322]

10. Hao P, Liu G, Lian S, Huang J, Zhao L. Evaluating the quality of TikTok videos on coronary artery disease using various
scales to examine correlations with video characteristics and high-quality content. Sci Rep. Mar 17, 2025;15(1):9189.
[doi: 10.1038/s41598-025-93986-3] [Medline: 40097555]

11. Canatan AN. Assessing the quality and reliability of videos related to fibromyalgia on TikTok: a comprehensive
analysis. Cureus. Jul 2024;16(7):e64704. [doi: 10.7759/cureus.64704] [Medline: 39156279]

12. Kong W, Song S, Zhao YC, Zhu Q, Sha L. TikTok as a health information source: assessment of the quality of
information in diabetes-related videos. J Med Internet Res. Sep 1, 2021;23(9):e30409. [doi: 10.2196/30409] [Medline:
34468327]

13. Dimitroyannis R, Fenton D, Cho S, Nordgren R, Pinto JM, Roxbury CR. A social media quality review of popular
sinusitis videos on TikTok. Otolaryngol Head Neck Surg. May 2024;170(5):1456-1466. [doi: 10.1002/ohn.688]
[Medline: 38431902]

14. Xu AJ, Taylor J, Gao T, Mihalcea R, Perez-Rosas V, Loeb S. TikTok and prostate cancer: misinformation and quality of
information using validated questionnaires. BJU Int. Oct 2021;128(4):435-437. [doi: 10.1111/bju.15403] [Medline:
33811424]

15. Karasavva V, Miller C, Groves N, Montiel A, Canu W, Mikami A. A double-edged hashtag: evaluation of #ADHD-
related TikTok content and its associations with perceptions of ADHD. PLoS ONE. 2025;20(3):e0319335. [doi: 10.1371/
journal.pone.0319335] [Medline: 40106389]

16. Lookingbill V, Mohammadi E, Cai Y. Assessment of accuracy, user engagement, and themes of eating disorder content
in social media short videos. JAMA Netw Open. Apr 3, 2023;6(4):e238897. [doi: 10.1001/jamanetworkopen.2023.8897]
[Medline: 37074713]

17. Sun F, Zheng S, Wu J. Quality of information in gallstone disease videos on TikTok: cross-sectional study. J Med
Internet Res. Feb 8, 2023;25:e39162. [doi: 10.2196/39162] [Medline: 36753307]

JMIR FORMATIVE RESEARCH Wahman et al

https://formative.jmir.org/2026/1/e79978 JMIR Form Res 2026 | vol. 10 | e79978 | p. 9
(page number not for citation purposes)

https://jmir.org/api/download?alt_name=formative_v10i1e79978_app2.docx
https://jmir.org/api/download?alt_name=formative_v10i1e79978_app2.docx
https://jmir.org/api/download?alt_name=formative_v10i1e79978_app3.doc
https://jmir.org/api/download?alt_name=formative_v10i1e79978_app3.doc
https://doi.org/10.3390/children9070933
https://doi.org/10.3390/children9070933
http://www.ncbi.nlm.nih.gov/pubmed/35883917
https://doi.org/10.2196/51211
http://www.ncbi.nlm.nih.gov/pubmed/38631030
https://doi.org/10.1186/s13023-024-03332-5
http://www.ncbi.nlm.nih.gov/pubmed/39243094
https://doi.org/10.1038/s41436-021-01273-z
https://doi.org/10.1038/s41436-021-01273-z
http://www.ncbi.nlm.nih.gov/pubmed/34282302
https://doi.org/10.2196/57833
http://www.ncbi.nlm.nih.gov/pubmed/39752188
https://doi.org/10.2196/54663
http://www.ncbi.nlm.nih.gov/pubmed/38772020
https://doi.org/10.1177/03400352241286175
https://doi.org/10.1177/03400352241286175
https://doi.org/10.1016/j.gimo.2025.102844
http://www.ncbi.nlm.nih.gov/pubmed/40115594
https://doi.org/10.1089/aut.2023.0019
https://doi.org/10.1089/aut.2023.0019
http://www.ncbi.nlm.nih.gov/pubmed/38435322
https://doi.org/10.1038/s41598-025-93986-3
http://www.ncbi.nlm.nih.gov/pubmed/40097555
https://doi.org/10.7759/cureus.64704
http://www.ncbi.nlm.nih.gov/pubmed/39156279
https://doi.org/10.2196/30409
http://www.ncbi.nlm.nih.gov/pubmed/34468327
https://doi.org/10.1002/ohn.688
http://www.ncbi.nlm.nih.gov/pubmed/38431902
https://doi.org/10.1111/bju.15403
http://www.ncbi.nlm.nih.gov/pubmed/33811424
https://doi.org/10.1371/journal.pone.0319335
https://doi.org/10.1371/journal.pone.0319335
http://www.ncbi.nlm.nih.gov/pubmed/40106389
https://doi.org/10.1001/jamanetworkopen.2023.8897
http://www.ncbi.nlm.nih.gov/pubmed/37074713
https://doi.org/10.2196/39162
http://www.ncbi.nlm.nih.gov/pubmed/36753307
https://formative.jmir.org/2026/1/e79978


18. Cui N, Lu Y, Cao Y, Chen X, Fu S, Su Q. Quality assessment of TikTok as a source of information about mitral valve
regurgitation in China: cross-sectional study. J Med Internet Res. Aug 20, 2024;26:e55403. [doi: 10.2196/55403]
[Medline: 39163110]

19. Li A, Xing Q, Zhang Y, et al. Evaluation of the information quality related to osteoporosis on TikTok. BMC Public
Health. Oct 18, 2024;24(1):2880. [doi: 10.1186/s12889-024-20375-2] [Medline: 39425064]

20. Bernard A, Langille M, Hughes S, Rose C, Leddin D, Veldhuyzen van Zanten S. A systematic review of patient
inflammatory bowel disease information resources on the world wide web. Am J Gastroenterol. Sep
2007;102(9):2070-2077. [doi: 10.1111/j.1572-0241.2007.01325.x] [Medline: 17511753]

21. Charnock D, Shepperd S, Needham G, Gann R. DISCERN: an instrument for judging the quality of written consumer
health information on treatment choices. J Epidemiol Community Health. Feb 1999;53(2):105-111. [doi: 10.1136/jech.
53.2.105] [Medline: 10396471]

22. Chang A, Huang SD, Benjamin DJ, Schmidt JL, Palmer CG, Garrison NA. Exploring the role of digital tools in rare
disease management: an interview-based study. J Genet Couns. Feb 2025;34(1):e1908. [doi: 10.1002/jgc4.1908]
[Medline: 38741243]

23. Foster A, Ellis N. TikTok-inspired self-diagnosis and its implications for educational psychology practice. Educ Psychol
Pract. Oct 2024;40(4):491-508. [doi: 10.1080/02667363.2024.2409451]

24. Zehrung RF, Chen Y. Self-expression and sharing around chronic illness on TikTok. AMIA Annu Symp Proc.
2023;2023:1334-1343. [Medline: 38222376]

25. Elhariry M, Malhotra K, Goyal K, Bardus M, Simba And CoMICs, Kempegowda P. A SIMBA CoMICs initiative to
cocreating and disseminating evidence-based, peer-reviewed short videos on social media: mixed methods prospective
study. JMIR Med Educ. Oct 30, 2024;10:e52924. [doi: 10.2196/52924] [Medline: 39475500]

26. Sharevski F, Vander Loop J, Jachim P, Devine A, Das S. “Debunk-it-yourself”: health professionals strategies for
responding to misinformation on TikTok. Presented at: Proceedings of the New Security Paradigms Workshop
(NSPW ’24); Sep 16-19, 2024:35-55; Bedford, PA. Sep 16, 2024.URL: https://dl.acm.org/doi/proceedings/10.1145/
3703465 [doi: 10.1145/3703465.3703469]

27. Vraga EK, Bode L. Using expert sources to correct health misinformation in social media. Sci Commun. Oct
2017;39(5):621-645. [doi: 10.1177/1075547017731776]

28. Bode L, Vraga EK. See something, say something: correction of global health misinformation on social media. Health
Commun. Sep 2018;33(9):1131-1140. [doi: 10.1080/10410236.2017.1331312] [Medline: 28622038]

29. Li B, Liu M, Liu J, Zhang Y, Yang W, Xie L. Quality assessment of health science-related short videos on TikTok: a
scoping review. Int J Med Inform. Jun 2024;186:105426. [doi: 10.1016/j.ijmedinf.2024.105426] [Medline: 38531256]

Abbreviations
ADHD: attention-deficit/hyperactivity disorder
EDS: Ehlers-Danlos syndrome
GQS: Global Quality Scale
IRB: institutional review board
mDISCERN: modified DISCERN
NER: normalized engagement ratio

Edited by Alicia Stone; peer-reviewed by Beth Hoffman, Stefania Saponara; submitted 02.Jul.2025; final revised version
received 05.Nov.2025; accepted 12.Nov.2025; published 24.Feb.2026

Please cite as:
Wahman JM, Hijazi RM, Abdelhady HG
TikTok as a Platform for Patient Education and Health Information in Rare Genetic Diseases: Cross-Sectional Study
JMIR Form Res 2026;10:e79978
URL: https://formative.jmir.org/2026/1/e79978
doi: 10.2196/79978

© Jackson Montgomery Wahman, Rhoda Mariam Hijazi, Hosam Gharib Abdelhady. Originally published in JMIR Formative
Research (https://formative.jmir.org), 24.Feb.2026. This is an open-access article distributed under the terms of the Creative
Commons Attribution License (https://creativecommons.org/licenses/by/4.0/), which permits unrestricted use, distribution, and
reproduction in any medium, provided the original work, first published in JMIR Formative Research, is properly cited. The

JMIR FORMATIVE RESEARCH Wahman et al

https://formative.jmir.org/2026/1/e79978 JMIR Form Res 2026 | vol. 10 | e79978 | p. 10
(page number not for citation purposes)

https://doi.org/10.2196/55403
http://www.ncbi.nlm.nih.gov/pubmed/39163110
https://doi.org/10.1186/s12889-024-20375-2
http://www.ncbi.nlm.nih.gov/pubmed/39425064
https://doi.org/10.1111/j.1572-0241.2007.01325.x
http://www.ncbi.nlm.nih.gov/pubmed/17511753
https://doi.org/10.1136/jech.53.2.105
https://doi.org/10.1136/jech.53.2.105
http://www.ncbi.nlm.nih.gov/pubmed/10396471
https://doi.org/10.1002/jgc4.1908
http://www.ncbi.nlm.nih.gov/pubmed/38741243
https://doi.org/10.1080/02667363.2024.2409451
http://www.ncbi.nlm.nih.gov/pubmed/38222376
https://doi.org/10.2196/52924
http://www.ncbi.nlm.nih.gov/pubmed/39475500
https://dl.acm.org/doi/proceedings/10.1145/3703465
https://dl.acm.org/doi/proceedings/10.1145/3703465
https://doi.org/10.1145/3703465.3703469
https://doi.org/10.1177/1075547017731776
https://doi.org/10.1080/10410236.2017.1331312
http://www.ncbi.nlm.nih.gov/pubmed/28622038
https://doi.org/10.1016/j.ijmedinf.2024.105426
http://www.ncbi.nlm.nih.gov/pubmed/38531256
https://formative.jmir.org/2026/1/e79978
https://doi.org/10.2196/79978
https://formative.jmir.org
https://creativecommons.org/licenses/by/4.0/
https://formative.jmir.org/2026/1/e79978


complete bibliographic information, a link to the original publication on https://formative.jmir.org, as well as this copyright
and license information must be included.

JMIR FORMATIVE RESEARCH Wahman et al

https://formative.jmir.org/2026/1/e79978 JMIR Form Res 2026 | vol. 10 | e79978 | p. 11
(page number not for citation purposes)

https://formative.jmir.org
https://formative.jmir.org/2026/1/e79978

	TikTok as a Platform for Patient Education and Health Information in Rare Genetic Diseases: Cross-Sectional Study
	Introduction
	Methods
	Overview
	Ethical Considerations

	Results
	Discussion
	Principal Findings
	Conclusions



