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Note 11 Wording of questionnaire: The questionnaire is worded under the assumption that

the mother of the proband wil/l be completing th
mother completes the interview, the individual conducting the interview will need to determine

which portions of the questionnaire should be completed (see Note 2) and reword questions
appropriately.

Note 21 Completion of the questionnaire by different interviewees

Person Completing Interview Section of Interview to be Completed
A B C D E
Biologic mother X X X X X
Biologic father X X X X
Adult proband X X X X
Other biologic relative (e.g. sib, grandparent) X X X
Adoptive relative (including mother) X X X

Note 31 Definition of a proband: In order to qualify as a proband, an individual must have
spina bifida or anencephaly and there must be the potential to obtain a DNA sample. Families
can have more than one proband if there are sibs, maternal half-sibs or paternal half-sibs for
whom we have obtained consent/assent to obtain samples. Affected sibs who cannot be
sampled (e.g. previous fetal loss, no sample available) are not eligible to be probands.

Note 41 Families with more than one proband: For families with multiple probands who are
full sibs, sections A, B, and E should be completed only once. Sections C and D need to be
completed for each proband. For question E1, the number of pregnancies should exclude all
probands.

For families with multiple probands who are half-sibs, sections A and B, and the section
of E relating to the shared parent should be completed only once. Sections C, D and the
section of E relating to the other parent should be completed for each proband.

Note 57 Abbrevations: The following abbreviations are used throughout the questionnaire:
NA=not applicable

DK=does not know answer to question
RF=refused to answer question

Note 6 1 Completing the questionnaire: Many questions have the format:
1 Yes[1] 1 No [2] 1 DKI-8] 1 RF[-9]
For such questions, one and only one option should ALWAYS be checked.

Note 71 Coding and data entry: The majority of the questionnaire is precoded [bracketed
numbers in blue text as in Note 6]. The numeric codes will be entered into the study database.



Family Identification #:

Section A: Interview Information

Section A of the questionnaire captures information about the interview, e.g. when it was conducted and
who was involved. It is to be completed by the interviewer. Some portions of this section will be filled in
before the interview, whereas others will have to be filled in after the interview has been completed. If the
interview occurs over several days, information must be recorded for each interview day.

Al What date was the interview initiated on? Month: _ ~ Day:_ _ Year:__
A2 Who conducted the interview? Interviewer® initials: _~_ (first, last)
A3 Who participated in the interview?
Mother of proband * Yes[l] ' No|[2] 1 DKI-8]
Father of proband * Yes[l] ! No]|2] 1 DKI-8]
Proband ! Yes[l] ' No|[2] 1 DKI-8]
Other ' Yes[l] ' No[Z] 1 DKI[-8]
If YES to other, specify:
A4 Was the interview completed on the same day ' Yes[1]
that it was started? 1 No [2]

If NO, specify number of last question completed:

If the interview was not completed on the same day that it was initiated, questions A5 through A8 should be
completed at the time of the first follow-up interview.

A5 What date was the interview continued? Month: ~ Day:__ Year:
A6 Who conducted the interview? Interviewer® initials: _ __ (first, last)
A7 Who participated in the interview?
Mother of proband * Yes[l] * No|[2] 1 DKI[-8]
Father of proband * Yes[l] ! No][2] 1 DKI-8]
Proband * Yes[l] ! No[2] 1 DKI-8]
Other 1 Yes|[1] 1 No[2] 1 DKI-8]
If YES to other, specify:
A8 Was the interview completed on this date? 1 Yes[1]
1 No [2]

If NO, specify number of last question completed:

If the interview was not completed during the first follow-up interview, questions A9 through A12 should be
completed at the time of the second follow-up interview.

A9 What date was the interview continued? Month: _ ~ Day:_ _ Year:

A10 Who conducted the interview? Interviewer® initials: __ (first, last)

Al1 Who participated in the interview?

Mother of proband ! Yes[l] ! No|[2] 1 DKI-8]
Father of proband * Yes[l] ! No]|[Z2] 1 DKI-8]
Proband ! Yes[l] ! No|[2] 1 DKI-8]
Other ' Yes[l] ! No|[Z] 1 DKI[-8]
If YES to other, specify:
Al12 Was the interview completed on this date? 1 Yes|[1]
1 No [2]

If NO, specify number of last question completed:
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Family Identification #:

Section B: General Information

In general, this information is known and can be completed before the interview. However, any information
that is not available prior to the interview should be added before beginning Section C. Information on the
number of probands and their current status (living, deceased) will assist the interviewer in wording of
guestions.

Bl How did this family learn about the SBRR? 1 SBRR website [1]

1 SBRR mailing, Specify code [2-50]:
1 Meeting, Specify code [51-98]:

1 Other [99]

1 DKI[-8]

1 RF[9]

Data Entry Note: Interviewer will specify codes for SBRR mailing or meeting, and the appropriate number
will be entered.

B2 Number of probands in family [enter number or DK=-8, RF=-9]

| If there is more than one proband, answer question B2-1. Otherwise skip to B3.

B2-1 Describe relationship between probands 1 Full-sibs [1]

1 Maternal half-sibs [2]
1 Paternal half-sibs [3]
1

Other [4]

If OTHER, please specify:
(e.g. 3 probands = 2 full-sibs, 1 maternal half-sib)

B3 Sex of proband 1 1 Male[l] * Female[2] * DKI[-8] ' RFI[-9]
B4 Status of proband 1 Currently living [1]

Live born, now deceased [2]
Spontaneous abortion/fetal death [3]
Pregnancy termination [4]

DK [-8]

RF [-9]

L

| If there is more than one proband complete B4, and if necessary B5. Otherwise, skip to section C.

B5 Sex of proband 2 1 Male[l] * Female[2] * DKI[-8] ' RFI[-9]
B6 Status of proband 2 Currently living [1]

Live born, now deceased [2]
Spontaneous abortion/fetal death [3]
Pregnancy termination [4]

DK [-8]

RF [-9]

PP P P PP

B7 Sex of proband 3 1 Male[l] ' Female[2] * DKI[-8 ' RF]J[-9]
B8 Status of proband 3 Currently living [1]

Live born, now deceased [2]
Spontaneous abortion/fetal death [3]
Pregnancy termination [4]

DK [-8]

RF [-9]

PP PP PP
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Family Identification #:

Section C: Pregnancy History

This section of the questionnaire focuses on events prior to and during the pregnancy with the study

proband.
Interviewer script: A Fi r st I am going t o a sigstyabyou nsghtimeve dpne ¢ $elpiyoun
become pregnant. o
C1 Did you take any medications or have any 1 Yes[l] ' No[2] ® DKI[-8 ' RF[-9]
procedures to help you become pregnant?
| If the answer to C1is YES, then ask questions C1-1, C1-2 and C1-3. Otherwise skip to question C2. |
C1-1 Did you have any of the following surgical
procedures to help you become pregnant? A
procedure to (read list):
Open your fallopiantubes: * Yes[l] ! No[2] * DK[-8 * RFI[-9]
Rejoin your fallopian tubes: * Yes[l] * No[2] ' DKI[-8] ' RFI[-9]
Treat uterine fibroids: * Yes[l] * No[2] ! DKI[-8] * RF[-9]
Remove endometriosis: * Yes[1l] ! No[2] ® DKI[-8] ! RF[-9]
Other procedure(s): * Yes[1l] ! No[2] ! DKI[-8] ! RF]J-9]
I f YES htea 0RO pl ease spec
C1-2 Did you take any of the following medications or
injections to help you become pregnant (read list)?
Clomid, clomiphene citrate or serophene: * Yes[1l] ! No[2] ! DKI[-8] ! RF]J[-9]
Depo-provera: * Yes[l] * No[2] * DKI[-8] * RF[9]
Lupron: * Yes[l] * No[2] * DKI[-8 ' RFI[-9]
Metrodin: * Yes[l] * No[2] * DKI[-8] ! RF[9]
Pergonal: * Yes[l] * No[2] ' DKI[-8] ' RFI[-9]
Provera: * Yes[l] * No[2] * DKI[-8] ' RF[-9]
Fertility medication, name unknown: * Yes[l] ! No[2] ' DK[-8] ! RFI[-9]
Fertility injection, name unknown: 1 Yes[1l] ! No[2] ! DKI[-8 ! RF]J[-9]
Vaginal medication, name unknown: * Yes[l] ! No[2] ! DK[-8 ! RF[-9]
Other medication(s): * Yes[l] ! No[2] ' DK[-8 ! RF[-9]
If YESto A © h eplease specify:
C1-3 Did you have any of the following procedures to help
you become pregnant (read list)?
Artificial or intrauterine insemination: * Yes[1l] * No[2] ! DKI[-8] * RF]J-9]
In vitro fertilization - embryo transfer also called IVF-ET: * Yes[1] * No[2] * DKI[-8] * RF[-9]
Gamete intrafollopian transfer also called GIFT: * Yes[l] * No[2] * DKI[-8] * RF[9]
Zygote intrafollopian transfer also called ZIFT: * Yes[1l] * No[2] * DKI[-8] * RF[9]
Intracytoplasmic sperm injection also called ICSI: * Yes[l] * No[2] ! DKI[-8] * RFI-9]
Other (please specify * Yes[l] * No[2] * DKI[-8 * RFI-9]

I f YES htea 6RO pl ras

e spi

C2 Did you use any of the following to become pregnant
(read list):
Surrogate mother: 1 Yes[1] !
Donor egg, including egg from surrogate: * Yes[1] !
Donor sperm: ' Yes[1l] *

No [2]
No [2]
No [2]

1
1
1

DK [-8]
DK [-8]
DK [-8]

1
1
1

RF [-9]
RF [-9]
RF [-9]
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Family Identification #:

i Thank
ng

Interviewer script:
weight duri

y ou. Now |
your pregnancy.

am going to ask

0

you son

Note: For questions C3-C5 information on weight, weight change and height should be entered as a
single value, not a range. If the respondent provides a range, ask her to provide her single best estimate.

C3 How much did you weigh before you became Pounds: [Enter weight or DK=-88, RF=-99]
pregnant?
Note: If pregnancy was terminated or miscarried, check not applicable for question C4 and skip to C5.
C4 At the end of your pregnancy did you weigh more, 1 weighed more [1]..answer C4-1 and C5
less or the same as you did before you became 1 weighed less [2]é answer C4-2 and C5
pregnant? 1 weighed the same|[ 3] é éskipto C5
1 NA[7]éééeée.eécéé . skiptoCh
1 DK[8]¢é.e6éééeeeéé . .skiptoCh
1 RF[9éé.eéééééeé..skibp tec
C4-1 How many pounds did you gain? Pounds: [Enter gain or DK=-88, RF=-99]
C4-2 How many pounds did you lose? Pounds: [Enter loss or DK=-88, RF=-99]
C5 How tall are you? Feet: Inches: [DK=-88, RF=-99]
Data entry note: Feet and inches are entered as separate variables. If a person is 5 ft., please enter
feet=5, inches=0. If height is unknown or subject refuses to answer this question enter -88 or -99 for both
feet and inches.
C6 Have you ever had a surgical procedure to help you 1 Yes[l] * No[2] * DKI[-8 * RF[-9]
lose weight?
| If answer to C6 is YES then ask question C6-1. Otherwise, skip to question C7. |
C6-1 What type of surgical procedure did you have to help
you lose weight? Did you have a (read list):
Gastricbypass * Yes[l] ! No[2] ' DK[-8 ! RF[-9]
Gastricbanding * Yes[l] ! No[2] ®* DKI[-8] ! RF[-9]
Biliopancreatic diversion with duodenal switch * Yes[l] ! No[2] ! DK[-8] ! RF[-9]
Other 1 Yes[l] ! No[2] ' DKI[-8 ! RFI[-9]
If Other, please specify:
Interviewer script: iNow | am going to ask you some questions a
pregnancy. 0O
C7 In the 12 months before you became pregnant did
you have, or did you develop (read list)?
Epilepsy or seizure disorder: 1 Yes[1l] ' No[2] ' DKI[-8] ! RF[-9]
Polycystic ovary syndrome: * Yes[1] ! No[2] ' DKI[-8] * RFI[-9]
Coeliac disease: * Yes[l] * No[2] ' DKI[-8] ! RF]I[-9]
Crohnoés ¢! Yes[l] * No[2] ' DKI[-8] ' RFI[-9]
Ulcerative colitis: * Yes[l] ! No[2] * DKI[-8] ' RF[-9]
Non-ulcerative colitis: * Yes[1l] * No[2] ! DKI[-8] ! RFI[-9]
Spastic colon or irritable bowel syndrome: 1 Yes[l] * No[2] ! DKI[-8] * RF[-9]
Gluten insensitivity: * Yes[1l] * No[2] * DKI[-8] * RF[-9]
Diabetes: * Yes[l] ' No[2] * DKI[-8 ' RF[-9]
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Family Identification #:

If the answer to C7-Diabetes is:
YES, then ask questions C7-1 and C7-2 and skip questions C8, C8-1 and C8-2
Otherwise, skip to question C8

C7-1 What type of diabetes did you have (read list)? Juvenile or Type | diabetes [1]
Adult onset or Type Il diabetes [2]
DK [-8]

RF [-9]

ISelect only one response]

C7-2 At the time that you became pregnant how were you
controlling your diabetes (read list)?

Diet 1 Yes[l] ' No[2] t DKI[-8 ! RF[9]
Insulin injections * Yes[1l] ! No[2] ' DKI[-8 ! RF[-9]
Other medications * Yes[l] * No[2] * DKI[-8 * RF[9]

If YES to other, specify:

C8 During your pregnancy, did you develop gestational 1 Yes[l] * No[2] * DKI[-8 * RFI[-9]
diabetes?

| If the answer to C8 is YES, then ask questions C8-1 and C8-2. Otherwise, skip to question C9.

C8-1 How was your gestational diabetes treated (read

list)?
Diet * Yes[l] ' No[2] ' DKI[-8 ' RF[-9]
Insulin injections * Yes[1l] ! No[2] ' DKI[-8] ! RF[-9]
Other medications * Yes[l] ! No[2] ' DKI[-8 ! RF[-9]
If YES to other, specify:
C8-2 Did the diabetes resolve after your pregnancy 1 Yes[l] * No[2] * DKI[-8 ' RFI[-9]
ended?
C9 During the first month of your pregnancy did you 1 Yes[l] * No[2] * DKI[-8 ' RFI[-9]

have the flu? Remember that the first month of your
pregnancy will probably include a period of time
when you were pregnant, but before you realized that
you were pregnant.

C10 During the first month of your pregnancy did you 1 Yes[l] ' No[2] t DKI[-8 ' RFI[-9]
have a fever?

| If the answer to C10 is YES, then ask questions C10-1 and C10-2. Otherwise, skip to question C11.

C10-1 How many days did you run a fever? Days: [Enter # of days or DK=-88, RF=-99]

Note: Enter a single value for the number of days with a fever. If the respondent provides a range of days,
ask her to provide her single best estimate.
C10-2 What was your highest temperature (read list)? 1 <100 (1]
1 1007 101 [2]
11027 103 [3]
1 >103 [4]
1 DKI-8]
1 RF[-9]
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Family Identification #:

Interviewer script: A T h a n k Nextd will. be asking you about your activities and habits prior to and during your
pregnancy. The period during your pregnancy that we are most interested in is the first month. Please remember
that this may include a period of time when you were not aware thatyouwerepr egnant . 0

Cl1 How far along were you when you realized that you 1 2 weeks orless [1]
were preghant? Were you (read list)? 13-4 weeks [2]
1 5-6 weeks [3]
1 7-8 weeks [4]
1 9 or more weeks [5]
1 DKI[-8]
1 RF[-9]
Note: Answers should be coded as completed weeks of pregnancy, i.e. if the woman was 2.5 weeks she
should be coded as 2 weeks or less.
C12 At the time that you became pregnant, were you 1 Yes[l] * No[2] * DKI[-8 * RF[-9]
breastfeeding another child?
C13 During the first month of your pregnancy did you use
a (read list):
Hottub * Yes[l] * No[2] ' DKI[-8 ! RF[-9]
Sauna ! Yes[l] ! No[2] ! DKI[-8] ! RF]J-9]
Tanningbed * Yes[l] ! No[2] ' DK[-8 ! RF[-9]
Electric blanket * Yes[l] * No[2] ' DKI[-8] ! RF[-9]
Cl14 Did you take any of the following medications during the first month of pregnancy (read list)?
Note: The drugs listed in C14 are either known to increase the risk of neural tube defects and/or are folate
antagonists. The primary reasons for drug use and other/brand names are provided below.
Did you |This medication i s |Thebrandnames for Response
this medication Codin
; A ing:
includeé ves [1]g No[?] DKI[-8] RF[-9]
Valproic acid Epilepsy/seizures, migraine, psychiatric | Depacon, Depakene, 1 Yes® No! DK * RF
conditions (bipolar, aggression, anxiety) | Depakote, Divalproex
incontinence following surgery sodium, Epival
Carbamazepine | Epilepsy/seizures, trigeminal neuralgia | Atretol, Carbatrol, 1 Yes® No! DK * RF
(facial nerve pain), neurogenic pain, Epitol, Equetro,
mania, bipolar disease Tegretol
Phenobarbital Epilepsy/seizures, sedative, insomnia Luminal sodium 1 Yes®! No! DK ' RF
Primidone Epilepsy/seizures, tremors Myidone, Mysoline, 1 Yes®! No! DK ' RF
Sertan
Phenytoin Convulsion, epilepsy/seizures, Dilatin, Phenytek 1 Yes®! No! DK ' RF
arrhythmias, migraine, facial nerve pain
Methotrexate Cancer, psoriasis, rheumatoid arthritis, | Amethopterin, Folex, ! Yes® No! DK * RF
psoriatic arthritis, mycosis fungoides, MTX, Rheumatrex,
systemic dermomyositis Trexall
Trimethoprim Urinary tract infections, pneumonia, Proloprim, Trimpex 1 Yes®! No! DK * RF
travelers diarrhea
Triamterene Edema (fluid retention), in combination Dyrenium, Dyazide, 1 Yes®! No! DK * RF
with hydrochlorothiazide for high blood Maxzide
pressure
Sulfasalazine Inflammatory bowel disease, symptoms | Azulfidine, SAS, 1 Yes® No! DK * RF
of ulcerative colitis, rheumatoid arthritis, | Salazopyrin, Alti-
ankylosing spondylitis sulfasalazine
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Family Identification #:

C15 Did you take a multivitamin or folic acid 1 Yes[l] ' No[2] * DKI[-8 ! RF[-9]
supplement prior to becoming pregnant or during
the first month of your pregnancy?

| If the answer to C15 is YES, then ask question C15-1. Otherwise skip to question C16.

C15-1 When did you take the supplement (read list):

Prior to becoming pregnant * Yes[l] * No[2] * DKI[-8] * RFI[-9]
During the full first month of pregnancy * Yes[l] * No[2] * DKI[-8] ! RFI[-9]
During only part of the first month of pregnancy * Yes[l] ! No[2] ' DK[-8] * RF[-9]

Cl6 In the year before you became pregnant did I Yes[l] ' No[2] * DKI[-8 ' RF[-9]
you smoke cigarettes?

| If the answer to C16 is YES, then ask questions C16-1 and C16-2. Otherwise skip to question C17.

C16-1 On average, how many cigarettes did you 1 <5 cigarettes/day [1]
smoke each day during the year before you 1 5-10 cigarettes/day [2]
became pregnant (read list)? 1 11-20 cigarettes/day [3]

1 21-30 cigarettes/day [4]
(1 pack = 20 cigarettes) 1 31-40 cigarettes/day [5]

1 >40 cigarettes/day [6]

1 DKI[-8]

1 RF[9]

C16-2 On average, how many cigarettes did you 1 None, quit smoking before pregnancy [1]
smoke each day during the first month of your 1 <5 cigarettes/day [2]
pregnancy (read list)? 1 5-10 cigarettes/day [3]

1 11-20 cigarettes/day [4]
(1 pack = 20 cigarettes) 1 21-30 cigarettes/day [5]

1 31-40 cigarettes/day [6]

1 >40 cigarettes/day [7]

1 DKI[-8]

1 RF[9]

C17 During the year before you became pregnant 1 Yes[l] * No[2] * DKI[-8 ! RF[-9]
did you drink alcohol?

| If the answer to C17 is YES, then ask questions C17-1 and C17-2. Otherwise skip to question C18.

C17-1 On average, how much alcohol did you drink
each week during the year before you became
pregnant (read list)?

1 <1 drink/week [1]
1 1-3 drinks/week [2]
1 4-6 drinks/week [3]
1 7-9 drinks/week [4]
(1 drink = 1 beer, 1 glass of wine, 1 mixed 1 10-12 drinks/week [5]
drink or 1 shot of alcohol) 1 >12 drinks/week [6]

1 DKI-8]

I RF[-9]

C17-2 On average, how much alcohol did you drink
each week during the first month of your
pregnancy (read list)?

1 None, quit drinking before pregnancy [1]
1 <1 drink/week [2]
1 1-3 drinks/week [3]
1 4-6 drinks/week [4]
(1 drink = 1 beer, 1 glass of wine, 1 mixed 1 7-9 drinks/week [5]
drink or 1 shot of alcohol) 1 10-12 drinks/week [6]
1 >12 drinks/week [7]
1 DKI[-8]
1 RF[9]
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Family Identification #:

C18 Subject 6s dlaseantartarsy:
additional information provided by the study

subjects

C19 I ntervi ewer 0 Pleasecemenanyg t
comments regarding Section C of the
interview.
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Family Identification #:

Section D: Proband Information

| This section of the questionnaire focuses on the proband.

Interviewer script: Airthank you. That completes the first section of the interview. Now | am going to ask you some
guestions about your child/pregnancy that was affected with spina bifida/anencephaly.

D1 If live born child or fetal death: In what Month:  Year.
month and year was your child born/delivered?

If spontaneous abortion or termination: In Month:  Year:
what month and year did your pregnancy end?

Note: If the proband had anencephaly, check or enter NA for D2-D4.

D2 Wasy o ur cpinallcatdédsectly exposed 1 Open[1]
to the surface or covered by only a thin 1 Closed [2]
membrane, or was it closed, that is covered by ' NA[-7]
skin? 1 DKI-8]

I RF[-9]

D3 What was the highest level of the spine that 1 Thoracic [1]

was involved? Was it (read list): 1 Sacral [2]
1 Lumbar [3]
1 NAIL-7]
1 DKI-8]
1 RF[-9]

Note: The response to question D4 may be either a region (sacral) or a range (T1-T4). Please indicate
regions as capital letters (S=sacral, L=lumbar, T=thoracic), and enter ranges as T1-T4, i.e. capital letters
with high and low levels separated by a hyphen with no spaces.

D4 What region of the spine was involved? (Enter region or NA=-77, DK=-88, RF=-99)

Note: If the proband had anecephaly or if the pregnancy was electively terminated check NA for D5.

D5 Was the child treated using in utero or fetal 1 Yes[l] * No[2] * NA[-7]* DK[-8] * RFI[-9]
surgery?

Note: Question D6 should be asked for all probands.

D6 Did your child have any of the following
conditions (read list)?

Omphalocele * Yes[1l] ' No[2] * DKI[-8] ! RF[-9]

Encephalocele ' Yes[l] ' No[2] ' DKI[-8 ' RF[-9]

Cleftpalate * Yes[l] * No[2] t DKI[-8] ! RFI[-9]

Imperforate anus * Yes[l] ' No[2] ' DKI[-8 ' RF[-9]

Amnioticbands * Yes[l] * No[2] * DKI[-8] ! RFI[-9]

A patch of white hair, white eyebrows orlashes * Yes[1] * No[2] ! DKI[-8] ! RFI[-9]
Eyes of different colors/one eye withtwo colors * Yes[l] * No[2] ' DK[-8 * RFI[-9]
Patches of lightly colored skin * Yes[l] * No[2] ! DKI[-8] ' RFI[-9]

Missing kidney * Yes[1l] ' No[2] * DKI[-8 ! RF[-9]

Other kidney problem ! Yes[l] ! No[2] ! DKI[-8] ' RF]J-9]

If YES, specify:

(e.g. horseshoe kidney)

3/21/2008 Page 10 of 19



Family Identification #:

Heartdefect * Yes[1l] ! No[2] * DKI[-8 ! RF[-9]

If YES, specify:

(e.g. tetralogy, ventricular septal defect)
Ear abnormalities * Yes[l] ! No[2] ' DKI[-8 * RFI[-9]

If YES, specify:

(e.g. small/absent, malformed, deaf)
Eye abnormalites * Yes[l] * No[2] * DKI[-8 * RFI[-9]

If YES, specify:

(e.g. small/absent, malformed, blind)
Hernia * Yes[l] * No[2] * DKI[-8] * RF[-9]

If YES, specify:

(e.g. inguinal, umbilical, diaphragmatic)

Hypospadias (check NA if proband is female) * Yes[1]* No[2] * DKI[-8] * RF[-9] ' NAI[-7]

Chromosome abnormality * Yes[1l] ! No[2] ! DKI[-8 ! RF]J-9]

If YES, specify:

(e.g. Down syndrome, deletion 22q11)

Waardenburg syndrome * Yes[l] ' No[2] * DKI[-8 ! RF[-9]

Other syndrome * Yes[l] ! No[2] * DKI[-8] ! RF[-9]

If YES, specify:

(e.g. DiGeorge, CHARGE)
Other birth defect * Yes[1] * No[2] ' DKI[-8] ! RFI[-9]

If YES, specify:

(e.g. gastroschisis, cleft lip)

Data entry/coding note: Specified conditions will be assigned ICD9 codes, and these codes will be
entered into the database.

D7 Subject 6s dlreaseantartarsy:
additional information provided by the study
subjects

D8 I ntervi ewer 0 Pleasecmenany t s
comments regarding Section D of the
interview.
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Section E: Reproductive and Family History
Interviewer script: fiGreat. This is going to be the last section of the interview. In this section | am going to ask
you some questions about you and your children and other relatives. First | will ask about your other pregnancies
and children.o

| This section asks about FULL SIBLINGS

El Other than your child with spina bifida/ Number of pregnancies:
anencephay how many pregnancies have you
had with the father of this child? (Do not count [Enter number of pregnancies or DK=-88, RF=-99]
probands)

| If the answer to E1is one or more, ask question E1-1 and E1-2. Otherwise skip to question E2.

Note: Specific pregnancy outcomes are enumerated below. Read through the list until the total number
of pregnancies has been recorded. Do not include the proband(s) in responses to E1-1, E1-2 or E1-3.

E1-1 How many of these pregnancies ended in
(read list) a:
Livebirth
Stillbirth
Miscarriage or spontaneous abortion
Electively terminated pregnancy
Tubal or ectopic pregnancy
Molar pregnancy
Other

[Enter number of each
outcome or DK=-88, RF=-99]

HoHH R HHH

f AOt hespecify: pl eas

E1-2 Did any of these children/pregnancies have

(read list):
Openspinabifida * Yes[l] * No[2] * DKI[-8] * RFI[-9]
Closed spina bifida * Yes[1] * No[2] * DKI[-8] * RF[-9]
Anencephaly ! Yes[1l] * No[2] * DKI[-8] ! RF]I-9]
Other birth defects * Yes[l] * No[2] * DKI[-8] ' RF][-9]

| If the answer to any item in E1-2 was YES, ask question E1-2-1. Otherwise skip to question E2.

E1-2-1 For each child with a birth defect(s), list the
specific condition(s): Child 1:

e.g. Child 1: open spina bifida
Child 2: open spina bifida, cleft palate Child 2:

Child 3: gastroschisis

[Defects will be assigned ICD9 codes prior to Child 3:

data entry]

Child 4:

| This section asks about MATERNAL HALF-SIBLINGS of the proband

E2 Have you had any pregnancies with another 1 Yes[l] * No[2] ' DK[-8 ' RFI[-9]
partner?

| If the answer to E2 is YES, then ask question E2-1, E2-2 and E2-3. Otherwise skip to question E3.

E2-1 How many additional pregnhancies have you Number of preghancies:
had? [Enter number of pregnancies or DK=-8, RF=-9]
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Family Identification #:

Note: Specific pregnancy outcomes are enumerated below. Read through the list until the total number
of pregnancies has been recorded.

E2-2 How many of these pregnancies ended in
(read list) a:
Livebirth
Stillbirth
Miscarriage or spontaneous abortion
Electively terminated pregnancy
Tubal or ectopic pregnancy
Molar pregnancy
Other

[Enter number of each
outcome or DK=-88, RF=-99]

HHHFH R

T

I f At hpebkpeds

E2-3 Did any of these children/pregnancies have

(read list):
Open spina bifida * Yes[1] * No[2] * DKI[-8] ! RFI[-9]
Closed spina bifida * Yes[1] * No[2] * DKI[-8 * RF[-9]
Anencephaly ' Yes[l] * No[2] * DKI[-8] ' RFI[-9]
Other birth defects * Yes[l] * No[2] * DKI[-8] * RF[-9]

| If the answer to any item in E2-3 was YES, ask question E2-3-1. Otherwise skip to question E3.

E2-3-1 For each child with a birth defect(s), list the
specific condition(s): Child 1:

e.g. Child 1: open spina bifida
Child 2: open spina bifida, cleft palate Child 2:

Child 3: gastroschisis

[Defects will be assigned ICD9 codes prior to Child 3:

data entry]

Child 4:

| This section asks about PATERNAL HALF-SIBLINGS of the proband

Interviewer scri p t Now:l amfgoing to ask you about any additional pregnancies/children that the father of your
child with spina bifida/anencephaly may have.o

E3 Has the father of the child/pregnancy with spina * Yes[1l] * No[2] ' DKI[-8] * RF[9]
bifida/anencephaly had any pregnancies with
another partner?

[ If the answer to E3 is YES, then ask question E3-1, E3-2 and E3-3. Otherwise, skip to question E4.

E3-1 How many additional pregnancies has he Number of preghancies:
had?
[Enter number of pregnancies or DK=-88, RF=-99]

Note: Specific pregnancy outcomes are enumerated below. Read through the list until the total number
of pregnancies has been recorded.
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E3-2 How many of these pregnancies ended in

E3-3 Did any of these children/pregnancies have

(read list) a:

(read list):

Open spina bifida
Closed spina bifida
Anencephaly
Other birth defects

Livebirth

Stillbirth

Miscarriage or spontaneous abortion
Electively terminated pregnancy
Tubal or ectopic pregnancy

Molar pregnancy

Other

Family Identification #:

H o H R

T

[Enter number of each
outcome or DK=-88, RF=-99]

f AOt hespecify: pl eas

1 Yes[l] ! No[2] ! DKI[-8] t
1 Yes[l] ! No[2] ! DKI[-8] t
1 Yes[l] ! No[2] ! DKI[-8] t
1 Yes[l] ! No[2] ! DKI[-8] t

RF [-9]
RF [-9]
RF [-9]
RF [-9]

If the answer to any item in E3-3 was YES, ask question E3-3-1. Otherwise skip to question E4.

E3-3-1 For each child with a birth defect(s), list the

specific condition(s):

e.g. Child 1: open spina bifida

Child 2: open spina bifida, cleft palate

Child 3: gastroschisis

[Defects will be assigned ICD9 codes prior to

data entry]

Child 1:

Child 2:

Child 3:

Child 4:

| This section asks about the MOTHER, and MATERNAL GRANDPARENTS, AUNTS/UNCLES AND COUSINS. |

Interviewer script: i Now |

and

E4

ES

nieces and
Did you have a birth defect when you
were born, or have a birth defect
diagnosed during the first year of your
life?

[Defects will be assigned ICD9 codes
prior to data entry]

Did your mother have a birth defect
when she was born or that was
diagnosed early in her life?

[Defects will be assigned ICD9 codes
prior to data entry]

am going
nephews.

0

to ask you some

1 Yes[l] ! No[2] ! DKI[8]

If YES, specify type of birth defect(s):

guestions

1

RF [-9]

1 Yes[l] ! No[2] ! DKI[8]

If YES, specify type of birth defect(s):

1

RF [-9]

a

3/21/2008
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Family Identification #:

E6 Did your father have a birth defectwhen 1 Yes[1l] ® No[2] ! DKI[-8] ! RF]J-9]
he was born or that was diagnosed early
in his life? If YES, specify type of birth defect(s):

[Defects will be assigned ICD9 codes
prior to data entry]

E7 How many sisters do you have? # of sisters: [Enter # or DK=-88, RF=-99]

| If the answer to E7 is one or more, then ask E7-1 and E7-2. Otherwise skip to E8.

E7-1 Did any of your sisters have a birth 1 Yes[l] ' No[2] ®* DKI[-8] ! RF[-9]
defect when they were born, or that was
diagnosed early in their life? If YES, list birth defects separately for each affected sister:
[Defects will be assigned ICD9 codes Sister 1.
prior to data entry]
Sister 2:
Sister 3:

E7-2 How many children do your sistershave # si st er & s c[Bniet #dor DKn-88, RF=-99]
in total?

| If the answer to E7-2 is one or more, then ask E7-2-1. Otherwise skip to E8.

E7-2-1 Did any of your sis® Yes[l] * No[2] * DKI[-8 ' RF[9]
birth defect when they were born or that
was diagnosed early in life? If YES, list birth defects separately for each affected child:

[Defects will be assigned ICD9 codes

prior to data entry] Child 1:
Child 2:
Child 3:
Child 4:
ES8 How many brothers do you have? # of brothers: [Enter # or DK=-88, RF=-99]

| If the answer to E8 is one or more, then ask E8-1 and E8-2. Otherwise skip to E9.

E8-1 Did any of your brothers have a birth 1 Yes[l] ' No[2] * DKI[-8 ! RF[-9]
defect when they were born, or that was
diagnosed early in their life? If YES, list birth defects separately for each affected brother:
[Defects will be assigned ICD9 codes Brother 1:
prior to data entry]
Brother 2:
Brother 3:
E8-2 How many children do your brothers #brothero s c¢ hi | dr fEmter# or DK=-88, RF=-99]

have in total?
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Family Identification #:

| If the answer to E8-2 is one or more, then ask E8-2-1. Otherwise skip to E9.

E8-2-1 Did any of your bro? Yes[l] ! No[2] ' DK[8 ! RFI[-9]
birth defect when they were born or that

was diagnosed early in life? If YES, list birth defects separately for each affected child:
[Defects will be assigned ICD9 codes Child 1:
prior to data entry]

Child 2:

Child 3:

Child 4:

| This section asks about the FATHER, and PATERNAL GRANDPARENTS, AUNTS/UNCLES AND COUSINS. |

Interviewer script: i Now | aqtomaslkgyou about the father of your child with spina bifia/anencephaly and his
parents, brothers, sisters and nieces and nephews.

E9 Did the father of your baby with spina ! Yes[l] * No[2] ' DK[-8 * RFI[-9]
bifida/anencephaly have a birth defect when
he was born, or have a birth defect diagnosed If YES, specify type of birth defect(s):
during the first year of his life?

[Defects will be assigned ICD9 codes prior to
data entry]

E10 Did his mother have a birth defect when she 1 Yes[l] ' No[2] * DKI[-8 ' RFI[-9]
was born or that was diagnosed early in her
life? If YES, specify type of birth defect(s):

[Defects will be assigned ICD9 codes prior to
data entry]

Ell Did his father have a birth defectwhenhewas ' Yes[1l] ! No[2] ! DKI[-8] ! RF]J-9]
born or that was diagnosed early in his life?
If YES, specify type of birth defect(s):
[Defects will be assigned ICD9 codes prior to
data entry]

E12 How many sisters does he have? # of sisters: [Enter # or DK=-88, RF=-99]

| If the answer to E12 is one or more, then ask E12-1 and E12-2. Otherwise skip to E13.

E12-1 Did any of his sisters have a birth 1 Yes[l] ' No[2] ®* DKI[-8 ! RF[-9]
defect when they were born, or that
was diagnosed early in their life? If YES, list birth defects separately for each affected sister:

[Defects will be assigned ICD9 codes  Sister 1:
prior to data entry]

Sister 2:

Sister 3:
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Family Identification #:

E12-2 How many children do his sisters # sister 6s dHnterl#drDE=88, RF=-99]
have in total?

| If the answer to E12-2 is one or more, then ask E12-2-1. Otherwise skip to E13.

E12-2-1 Did any of his sis?® Yes[l] ' No[2] ' DK[8 ! RF[9]
birth defect when they were born or
that was diagnosed early in life? If YES, list birth defects separately for each affected child:

[Defects will be assigned ICD9 codes  Child 1:
prior to data entry]

Child 2:

Child 3:

Child 4:

E13 How many brothers does he have? # of brothers: [Enter # or DK=-88, RF=-99]

| If the answer to E13is one or more, then ask E13-1 and E13-2. Otherwise skip to E14.

E13-1 Did any of his brothers have a birth ! Yes[l] * No[2] * DK[-8 * RFI[-9]
defect when they were born, or that
was diagnosed early in their life? If YES, list birth defects separately for each affected brother:

[Defects will be assigned ICD9 codes  Brother 1.:
prior to data entry]

Brother 2:

Brother 3:

E13-2 How many children do his brothers # br ot her 6 s dHnierl#drrDE=88, RF=-99]
have in total?

| If the answer to E13-2 is one or more, then ask E13-2-1. Otherwise skip to E14.

E13-2-1 Did any of his bro? Yes[l] * No[2] * DKI[-8 ! RF[9]
a birth defect when they were born or
that was diagnosed early in life? If YES, list birth defects separately for each affected child:

[Defects will be assigned ICD9 codes  Child 1:
prior to data entry]

Child 2:

Child 3:

Child 4:
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Interviewer script: i The next question is about you and your re
bifida/anenc e phaly and his relative. 0
E14 Do you or any of your relatives, or the father

of your child with spina bifida or any of his
relatives have (read list):

A patch of white hair since childhood * Yes[l] * No[2] ' DKI[-8 * RFI[-9]
White eyebrows or eyelashes since childhood * Yes[1l] ' No[2] * DKI[-8 ! RF[-9]
Premature graying (significant graying<30y.) * Yes[l] * No[2] * DKI[-8 ! RF[-9]
Two differently colored eyes * Yes[l] ' No[2] * DKI[-8 ! RF[-9]
One eyethathastwocolors * Yes[l] ' No[2] ! DKI[-8] ! RFI-9]
Patches of lightly colored skin * Yes[1l] ! No[2] ! DKI[-8] ! RF]J-9]
Hearing loss before the age of 50y. * Yes[l] ! No[2] ' DKI[-8 ! RFI[-9]
Waardenburg syndrome * Yes[1l] ! No[2] * DKI[-8 ! RF[-9]
| If YES to any of the conditions listed in E14, then answer E14-1.
E14-1 List condition and relationship to the
proband. For grandparents, aunts/uncles 1.
and cousins please indicate whether
relative is on maternal or paternal side of 2.
the family.
3.
4.
5.
6.
Interviewer script: iThi s i s our | ast section! I n this section
your parents and the parents of the father of your child with spina bifida/anencephaly.
E15 What is your motheroés r at
than one group. Is your mother (read list):
White * Yes[1] * No[2] * DK[-8] * RF[-9]
Black or African-American ! Yes[1l] * No[2] * DKI[-8] * RF]I[-9]
Asian ' Yes[l] * No[2] * DKI[-8] * RF[-9]
American Indian/Alaska Native * Yes[1] * No[2] * DK[-8] * RF[-9]
Native Hawaiian or other Pacific Islander * Yes[1] * No[2] * DKI[-8] * RF[-9]
Other 1 Yes[l] * No[2] * DK[-8] ! RFI[-9]
If YES to other, specify:
E16 What is your mot hegreaéist)et |

Hispanicor Latino * Yes[1l] * No[2] * DKI[-8] 1 RF]J-9]
Not Hispanicor Latino * Yes[l] * No[2] * DKI[-8] * RF[-9]

E17 What iis your fatherds r act
than one group. Is your father (read list):

White ! Yes[l] * No[2] * DKI[-8] * RFI[-9]

Black or African-American * Yes[1] * No[2] * DKI[-8] * RF[-9]

Asian ' Yes[l] * No[2] * DKI[-8] * RF[-9]

American Indian/Alaska Native * Yes[l] * No[2] * DK[-8] * RF[-9]

Native Hawaiian or other Pacific Islander * Yes[1] * No|[2] * DKI[-8] * RF[-9]
Other * Yes[l] * No[2] * DK[-8]t RFI[-9]

If YES to other, specify:
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