National Registry of Myotonic Dystrophy and Facioscapulohumeral Muscular
Dystrophy Patients and Family Members

Physician Checklist FSHD

HEEEEE [ T] HE BN EEEE

Reg ID Number Initials Date Reviewed

CLINICAL DIAGNOSTIC CRITERIA FOR FSHD:
Inclusion:

a) Weakness of facial muscles

b) Either weakness of scapular stabilizers or foot dorsiflexors
Exclusion:

c) Presence of ptosis or weakness of extraocular muscles

d) Muscle biopsy in patient or affected relative with features suggesting
an alternative diagnosis

e) EMG in patient or affected relative showing myotonia or neurogenic
Changes

CLINICAL DIAGNOSTIC CATEGORIES: (Check only one)
1. Clinically definite: all inclusion Y and exclusion criteria N met

2. Clinically probable:
- Inclusion criteria a or b met in addition to all exclusion criteria met
- Inclusion criteria met but exclusion criteria d and/or e not available

3. Unaffected: No clinical signs of muscle disease.
4. Uncertain: Muscle weakness present but clinical information insufficient

5. Not FSHD: not consistent with FSHD
.
MOLECULAR DIAGNOSTIC CRITERIA FOR FSHD:

Subject’s smallest allele on DNA test: IJI_I Kb. If>50, check here D

DNA test performed on relative, check: D
Relationship to subject:

Smallest allele on affected relative: |J|_| Kb. If>50, check here D

MOLECULAR GENETIC DIAGNOSTIC CATEGORIES: (Check only one)
A) DNA test positive: one allele <35 Kb

B) DNA test indeterminate: one allele >35-50 Kb

C) DNA test negative: all alleles >50 Kb

D) DNA test not done
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Diagnostic Classification: (based on combined clinical categories 1-

molecular categories A-D; use diagnostic classification table below.)

5 and

L O

I. Definite 4935 FSHD Il. Indeterminate 4935 FSHD
a. Symptomatic (1A or 2A) a. Symptomatic (1B or 2B)
b. Asymptomatic blood relative (3A)* b. Asymptomatic blood relative (3B)**
c. DNA positive but clinically c. DNA indeterminate but clinically
uncertain (4A) uncertain (4B)
d. DNA positive but clinically D d. DNA indeterminate but clinically
atypical (5A) atypical (5B)
LI, Non-4g35 FSHD (1C or 2C) IVV. FSHD: 4935 association unknown
[ ] a. Clinically definite (1D)
b. Clinically probable (2D)
V. Unaffected blood relative VI. Uncertain
a. DNA confirmed: DNA test negative |:| unknown (4C or 4D)
(3C)

b. DNA not done or unknown (3D) D

VII. Not FSHD D
Clinically not consistent with FSHD;
DNA negative or unknown (5C or 5D)

* Must have blood relative with diagnostic classification la or Ib
** Must have blood relative with diagnostic classification Ila or I1b

Diagnostic Classification Table
Molecular Diagnostic Clinical Diagnostic Category
Categories 1 2 3 4 5
A la la Ib Ic Id
B lla lla Ib llc Id
C 1] 11 Va VI VII
D IVa IVb Vb VI VI

Inheritance Pattern: (Check only one)
A. Dominant

1. DNA confirmed

2. By history, not DNA confirmed

B. Non-dominant familial (affected siblings with unaffected parents)
1. DNA confirmed
2. By history, not DNA confirmed

C. Sporadic
1. DNA confirmed
2. By history, not DNA confirmed
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D. Uncertain D

Comments:

Signature: Date:

The Registry is supported through the National Institute of Arthritis and Musculoskeletal and
Skin Diseases and the National Institute of Neurological Disorders and Stroke (grant #U54-
NS048843 and contracts #N01-AR-5-2274 and #NO1-AR-0-2250).

Contents of this form were made, in whole, or in part, by the following members of the
Scientific Advisory Committee of the National Registry:

* Internal Steering Committee Members: Principal Investigator: Richard T. Moxley, Ill, MD;
Co-investigators: Michael P. McDermott, PhD; Rabi Tawil, MD; and Charles A. Thornton, MD;
University of Rochester Medical Center, Rochester, NY.

* Scientific Advisory Committee Members: Tetsuo Ashizawa, University of Florida; Richard
J. Barohn, University of Kansas; Paula R. Clemens, University of Pittsburgh; P. Michael
Conneally, Indiana University; John W. Day, University of Minnesota; Denise A. Figlewicz,
ALS Society of Canada; Jacqueline M. Jackson, Indiana University; John T. Kissel, The Ohio
State University; Shannon Lord, Patient Advocate; Katherine D. Mathews, University of lowa;
Don B. Sanders, Duke University; Stephen J. Tapscott, University of Washington.
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