Supplemental Material – Text of Web-based Survey 

Thank you for your interest in the Heterotaxy survey. Please read the consent form below. After you have read it, you can choose whether to continue the survey.

1a) First, we would like to know who is completing the survey:

1b) Are you the parent or guardian of someone with heterotaxy?

1c) Do you have heterotaxy yourself?

2) How are you related to the person with heterotaxy?

And now we need to know a few things about the person with heterotaxy. All of our questions from now on will be about the patient with heterotaxy. When we say the patient, we mean the person with heterotaxy for whom this survey is being answered.

3) FIRST, please give the patient’s date of birth (mm/dd/yyyy).

4) And is the heterotaxy patient male or female?

5) In which state does the heterotaxy patient live? 

6) In which city does the heterotaxy patient live? 

7) In which country does the heterotaxy patient live? 

Most people’s organs in the chest and abdomen are arranged in the normal pattern, with the heart, stomach, and spleen on the left side of the body, and the liver on the right side of the body. Some people with heterotaxy have their chest and abdomen organs reversed in a mirror image from normal, and this is called Situs Inversus Totalis.

8) Does the patient have (choose one of the following):

-Situs Inversus Totalis (all organs in the chest and abdomen are reversed, compared to normal)

-Abdominal Situs Inversus (just the organs in the abdomen are reversed, compared to normal

-Don't know

-No major organ reversal

9) Does the patient have:
-Pulmonary situs inversus (the lungs are reversed, compared to normal)

-Two right lungs (Both lungs have 3 lobes)

-Two left lungs (Both lungs have 2 lobes)

-Normal lungs

-Don't know

10) The next few questions are about HEART and BLOOD VESSEL defects in the patient. Please look at the list below, and check any HEART defects the patient had at birth, even if that defect was corrected with surgery after birth. Please check all that apply.

-Atrioventricular septal defect (AVSD)

-Hypoplastic left heart (HLHS)

-Double-outlet right ventricle (DORV)

-Right heart isomerism

-Left heart isomerism

-Common atrium

-Atrial isomerism or atrial situs inversus

-Dextrocardia

-Superior inferior ventricles

-None

-Don't know

-Other, please explain:
11) Please look at the list below, and check any BLOOD VESSEL defects the patient had at birth, even if this blood vessel issue has been fixed with surgery:

-Interrupted inferior vena cava (Interrupted IVC)

-Levo-Transposition of the great vessels (L-TGA)

-Dextro-Transposition of the great vessels (D-TGA)

-Total anomalous pulmonary venous return (TAPVR)

-Right aortic arch

-Bilateral superior vena cavae

-None

-Don’t' know

-Other, please explain:
12) The next four questions are about the ABDOMEN defects in the patient. Please look at the list and mark any abdomen issues that the patient has now or had at birth. Please look at the list below, and check any SPLEEN defects the patient had at birth, even if that defect was corrected with surgery after birth. Normally, the spleen is located on the left side of the abdomen. Please check all that apply

-Polysplenia (more than 1 spleen)

-Asplenia (spleen missing)

-Spleen on right side of body

-Normal spleen

-Don't know

-None
-Other, please explain:
13) Please look at the list below, and check any LIVER defects the patient had at birth, even if that defect was repaired with surgery after birth:

-Liver on left side of body

-Midline liver

-Biliary atresia

-Liver cysts

-Normal liver

-None

-Don't know

14) Please look at the list below, and check any INTESTINE defects the patient had at birth, even if that defect was repaired with surgery after birth:

-Intestinal malrotation

-Duplication of the intestine

-Duodenal Atresia

-Normal intestine

-None

-Don't know

-Other, please explain:
15) Please look at the list below, and check any STOMACH defects the patient had at birth, even if that defect was repaired with surgery after birth:

-Stomach on right side of the body

-Midline stomach

-Normal stomach

-None

-Don't know

-Other, please explain:
16) Does the patient have any other organ defects that were not mentioned in the questions so far?

17) Which of the following radiology studies has the patient had in his/her life? Please check all that apply:

-Abdomen ultrasound

-Abdomen CT scan (CAT scan)

-Chest CT scan (CAT scan)

-Chest MRI or Heart MRI

-Heart Catheterization (Heart cath)

-Spleen scan (Red blood cell scan)

-Nasal sinus CT scan (Sinus CAT scan)

-Upper GI study or barium swallow study

-Don't Remember

-None

18) Does the patient have any other organ defects that were not mentioned in the questions so far?

These next questions are about a lung disease called Cystic Fibrosis.       

19a) Does the patient have Cystic Fibrosis?

19b) If the patient does have Cystic Fibrosis, where was it diagnosed (at what hospital or university)?

19c) How was the Cystic Fibrosis Diagnosed? Check all that apply:

-Diagnosis by sweat test

-Diagnosis by gene test

-Diagnosis by nasal potential difference test

-Diagnosed by other method, please describe.

These next questions are about a lung disease called Primary Ciliary Dyskinesia (or PCD for short).

20a)Does the patient have Primary Ciliary Dyskinesia?

20b) If the patient does have PCD, where was it diagnosed (at what hospital or university)?

20c) Which of the following tests has the patient had to investigate for Primary Ciliary Dyskinesia?

-Cilia biopsy (nasal or lung biopsy)

-Gene testing

-Nasal nitric oxide

-None

-Don't know

These next questions are about OTHER diseases that patient has besides heterotaxy. Cilia are small, hair-like structures on the body’s cells. Sometimes, cilia can be defective. Many scientists think that defective cilia can cause heterotaxy to develop in some babies. The diseases in this list are not heterotaxy, but they are also caused by defective cilia.

21) Which if any of the following diseases does the patient have in addition to heterotaxy? Check all that apply.

-Retinitis pigmentosa (a cause of blindness)

-Hydrocephalus (water on the brain)

-Bardet Biedl Syndrome

-Meckel Gruber Syndrome

-Joubert Syndrome

-Ellis-van Creweld Syndrome

-Orofaciodigital Syndrome

-Jeune Syndrome

-Spina Bifida

-Nephronophthisis

-ANY kidney disease, please explain...

-None

-Other

22a) Has the patient ever been diagnosed with Bronchiectasis?

22b) If the patient does have Bronchiectasis, at what age was it diagnosed?

The next few questions are about whether the patient had medical problems as a newborn baby. 

23) Was the baby born:

-Premature or more than 3 weeks before the due date

-On time, or very near the due date

-More than 2 weeks after the due date

-Don't know

24) Was the patient a twin?

25) If the patient was a premature baby, do you know, or did they tell you what gestational age (in weeks) was he/she at birth?

Did the patient get diagnosed with meconium aspiration?

26a) At birth, did the patient have enough trouble breathing that the hospital had to take extra measures, such as giving the baby extra oxygen for a day or more?

26b) How many days did the patient spend on oxygen after birth?

26c) How many days did the patient spend in the hospital after birth?

These next questions have to do with ear infections. 
27a) Has the patient had a lot of ear infections in his or her life?

27b) How many ear infections did the patient have in the first 2 years of life?

-0

-1 to 5

-6 to10

-over 10

-Don't know

28)How many ear infections per year does the patient have now?

-0

-1 to 5

-6 to10

-over 10

-Don't know

29) How old was the patient when he/she got the first ever ear infection?

-under 1 month old

-1 to 6 months old

-6 to 12 months old

-1 to 2 years old

-3 to 5 years old

-6 to 10 years old

-Over 10 years old

30) Did the patient ever have ear tubes?

31) How old was the patient when he/she got the first set of ear tubes?

-under 1 month old

-1 to 6 months old

-6 to 12 months old

-1 to 2 years old

-3 to 5 years old

-6 to 10 years old

-Over 10 years old

32) How many sets of ear tubes has the patient had?

-1

-2

-3

-4

-5

-Over 5

These next questions have to do with nasal congestion. 
33a) Has the patient had a lot of nasal congestion in his or her life?

33b) Does this nasal congestion occur EVERY DAY of the year? It can improve with antibiotics, but it is still present every day of the year.

33c) Does the nasal congestion change with seasons of the year?

33d) How old was the patient when this nasal congestion first appeared?

-under 1 month old

-1 to 6 months old

-6 to 12 months old

-1 to 2 years old

-3 to 5 years old

-6 to 10 years old

-Over 10 years old

These next questions have do to with sinus infections. 
34a) Has the patient a lot of problems with sinus infections in his or her life?

34b) Has the patient ever had sinus surgery?

34c) How many sinus surgeries has the patient had?

34d) How old was the patient at the first sinus surgery?
-under 1 month old

-1 to 6 months old

-6 to 12 months old

-1 to 2 years old

-3 to 5 years old

-6 to 10 years old

-Over 10 years old

These next questions have to do with chronic cough. 
35a) Has the patient had a lot of problems with coughing in his or her life?

35b) Does this cough occur EVERY DAY of the year? It can improve with antibiotics, but it is still present every day of the year.

35c) Is the cough WET most of the time?

35d) How old was the patient when this cough first appeared?
-under 1 month old

-1 to 6 months old

-6 to 12 months old

-1 to 2 years old

-3 to 5 years old

-6 to 10 years old

-Over 10 years old

36a) Has the patient had problems with wheezing in his or her life?

36b) How old was the patient when this wheezing first appeared?
-under 1 month old

-1 to 6 months old

-6 to 12 months old

-1 to 2 years old

-3 to 5 years old

-6 to 10 years old

-Over 10 years old

These next questions have to do with bronchitis and pneumonia. 
37a) Has the patient had a lot of bronchitis or pneumonia in his or her life?

37b) In the past 5 years, how many times has the patient been diagnosed with bronchitis or pneumonia?

37c) In the past 5 years, how many times has the patient been hospitalized for bronchitis or pneumonia?

37d) In the past 5 years, how many times has the patient received intravenous (IV) antibiotics for bronchitis or pneumonia?

38) Has the patient ever had heart surgery?

39) Has the patient ever had a bronchoscopy, that is, putting a camera into the lungs to check their lung health?

40) At some point, the patient may have had cultures taken from the lungs, sinuses, or ears, or they may have coughed up a sample of sputum. This would be to check for bacteria. If the patient has had this done, do you know whether any of these bacteria were found? If you know, please check all that apply:

-Never had cultures done

-Pseudomonas

-Burkholderia

-Stenotrophomonas

-Alcaligenes or Achromobacter

-Mycobacterium (AFB, MAI, MAC, or abscessus)

-Staphylococcus (staph)

-Streptococcus (strep)

-Heamophilus (H. flu)

-Moraxella (M. catharralis)

-Other, please describe...

-Don't recall if this was done

41) This next question has to do with FAMILY MEMBERS of the patient. Have any FAMILY MEMBERS been diagnosed with any of the following diseases? We don’t need to know which family members, or how many. Please just check any of these diagnoses that any family member might have had:

-Primary Ciliary Dyskinesia (PCD)

-Cystic Fibrosis

-Bronchiectasis

-Heterotaxy

-Situs inversus totalis

-Retinitis Pigmentosa

-Hydrocephalus

-Bardet Biedl Syndrome

-Meckel Gruber Syndrome

-Joubert Syndrome

-Ellis-van Creweld Syndrome

-Orofaciodigital Syndrome

-Jeune Syndrome

-Caudal Regression Syndrome or Spina Bifida

-Nephronophthisis

-Polycystic Kidney Disease

-Any Diseases of the Liver

-Any Other Genetic Diseases, please describe...

42a) Are you willing to be contacted regarding results of this survey?

42b) Since you are willing to be contacted, please provide your contact information.
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