Supplementary Table 1. Full text articles appraised or inclusion

Reference Country Population Studied |Include yes/no Rationale
Sergeyev 1975’ Russia Records form No Cases identified from multiple sources,
different clinics but no systematically assessed through
the population of interest.
No diagnostic criteria defined
Huson et al., 19882 |UK All residents of Yes Index cases identified through multiple
South-East Wales, sources. Assessed also family
age range of 11 members.
months to 83 years. Used valid diagnostic criteria.
Possibility on under estimating cases,
especially in children and people with
mild disease who may have not sought
medical treatment
Huson etal., 1989 ° (UK South-East Wales, No Duplicated data; same population than
South Glamorgan study by Huson in 1989.
and west Gwent
Samuelsson et al., Sweden All residents of Yes All patients >20 y/o who had sought
1989* Gothenburg, Sweden, hospital treatment in the in the city of
age range of 20+ Gothenburg, Sweden. Large coverage
years. of different specialties and general
practitioners. Contacted all doctors in
the region.
Specific diagnostic criteria used.
Limitations: age >20 years but also
identified 22 children <20 years; did not
provide Cls
Clementi 1990° Italy North East ltaly No Only families referred to a single centre

for assessment of potential NF1. High
risk of missing cases not referred to
this clinic or not seeking healthcare.
Not NIH diagnostic criteria




Evans 1992° UK North West England |Yes Extended ascertainment methods,
large coverage through different
specialties and clinic. Each individual
was assessed individually.

NIH criteria used

Garty et al., 1994 7 Israel Jewish recruits for Yes Screening on all military recruits

military service, aged undergoing mandatory health exam.

17 years. High ascertainment coverage, men and
women. Few individuals in the age
group would be excluded from
assessment.

NIH criteria to identify possible cases

Fazii et al. 1998° Italy [talian men No Study on a large number of military

premilitary exam, recruits; however, article is a short

region of Chiati letter to editor, not enough data on who
did screening and who confirmed
diagnosis. Did not use NIH criteria

Poyhonen et al., 2000 |Finland All residents of Yes Extensive assessment of medical

o Northern Finland, age records and doctors in the area, follow

range 3 months to 73 up with relatives. NIH criteria used

years (mean 29 Likely to miss young individuals and
years). those not using the healthcare system
(i.e mild disease)
Antinheimo 2002" Finland 100 municipalities Yes Extensive assessment of medical

around Helsinki in
southern Finland.

records. Did not assess asymptomatic
relatives. Focused on histologically
confirmed tumours, may underestimate
cases.

Used NIH diagnostic criteria




Lammert et al., 2005

1"

Germany

Children aged 6
years.

Yes

Screening of children age 6. Large
coverage of screening.

Used NH criteria

May miss cases as some children may
not yet meet criteria due to age.

Ingordo 2006

Italy

Males 18 y/o, enlisted

to Italian Navy, from
coastal regions in
South Italy.

Yes

Screening of all males assessed for
medical exam before being enlisted,
high coverage in this population.
Predefined NF1 as a diagnosis of
interest, screened for NF1
manifestations and referred to
specialists to confirm diagnosis using
NIH criteria.

McKeever 2008"

Ireland

Northern Ireland

No

Only confirmed cases form a single
genetic clinic. High risk of missing
cases not referred to this clinic or not
yet seeking healthcare.

Used NIH criteria

Evans et al., 2010

Northwest England

All residents of
Northwest England.

Yes

Large registry from several genetic
clinics and also form surveillance from
pathology and death certificates.
Assessed patients and at-risk relatives
Used NIH criteria.

May miss very young individuals, and
those not seeking healthcare (mild
disease)

Rocchetti et al., 2012

15

Italy

All residents of Italy.

No

Used NIH criteria.

Capture-recapture methods using 2
different sources: a registry and
hospital records. Modelling study, no
complete ascertainment of cases, high
risk of underestimating prevalence.




Orraca et al., 2014 '® [Cuba Children aged 9-11 Yes Screening of children between 9-11
years. years. Large coverage of population of
interest.
Used NIH criteria.
Guerra-Jimenez, Spain Records from 3 No Limited assessment of cases (only
2014" referral hospitals in confirmed cases in medical records
the region of from 3 hospitals in the region), no
Cantabria and Las follow up with at-risk relatives. High
Palmas o o
likelihood of underestimating cases.
Used available diagnostic criteria
Uusitalo et al., 2015 "®|Finland All residents of Yes Extensive search of all medical records
Finland. in the region. Confirmed each case
through clinical review. Used NIH
criteria
Kallionpaa 2018 Finland Medical records of Yes Used NIH criteria. Prevalence and
inpatient and 95% Cls by 5 year age groups. Ratio
outpatient hospital of live NF1 patients and population of
visits in 5 tertiary and Finland.
15 secondary referral Extensive and comprehensive medical
centers in Finland. record review.
Bata 2019%° us Medical records No Potential cases identified through ICD

Olmstead County,
Minesota. From
1980-1990

codes, then extensive chart review.
Used NIH criteria. May miss cases
without specific ICD codes. Estimated
incidence based on newly diagnosed
cases, not birth incidence. Unable to
calculate birth incidence from paper.
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