Heterochromia iridis:
pivide these..-

-.into thejr respective
Categorijes

DARKER iris abnormal

Start at the top and > . .
work down the list SIdErESIS

Congenital Horner’s
Melanoma
JXG
Waardenburg syndrome
Unilateral Xalatan use
Oculodermal melanocytosis
Incontinentia pigmenti
Fuchs heterochromic iridocyclitis
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JXG
Waardenburg syndrome
Unilateral Xalatan use
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Categorijes

&> @

DARKER iris abnormal

Siderosis
Rb

Melanoma
JXG
Waardenburg syndrome
Unilateral Xalatan use
Oculodermal melanocytosis
Incontinentia pigmenti
Fuchs heterochromic iridocyclitis
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-.into thejr respective
Categorijes
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DARKER iris abnormal

Siderosis
Rb

Melanoma

Waardenburg syndrome
Unilateral Xalatan use
Oculodermal melanocytosis
Incontinentia pigmenti
Fuchs heterochromic iridocyclitis
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DARKER iris abnormal

Siderosis
Rb
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DARKER iris abnormal

Siderosis
Rb
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Unilateral Xalatan use
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-.into thejr respective
Categorijes
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DARKER iris abnormal

Siderosis
Rb

Melanoma

Unilateral Xalatan use
Oculodermal melanocytosis

Fuchs heterochromic iridocyclitis
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-.into thejr respective
Categorijes
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DARKER iris abnormal

Siderosis
Rb

Melanoma

Unilateral Xalatan use
Oculodermal melanocytosis
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-.into thejr respective
Categorijes

What is the Horner syndrome triad?

Congenital Horner’s =
9 -9

-?
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Heterochromia jridis:

-.into thejr respective
Divide these:-- <

What is the Horner syndrome triad?

. , --Ptosis
Congenital Horner’s _Miosis

--Anhydrosis

13



Congenital Horner’s (note the ptosis and miosis in the lighter-colored eye)



-.into thejr respective
Categorijes

What nonocular findings would suggest the presence of a
. , congenital Horner’s?
Congenital Horner’s ~

15
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-.into thejr respective
Categorijes

What nonocular findings would suggest the presence of a

. , congenital Horner’s?
Congenital Horner’s --"Heterochromia nipplea’ (ipsilateral areola lighter)

/—-Fairer hair on the| cofiaera | Side of the head

(The term is invented, but the finding is not!)

16



Heterochromia jridis:

-.into thejr respective
Divide these:-- <

What nonocular findings would suggest the presence of a
congenital Horner’s?

Congenital Horner’s --’Heterochromia nipplea’ (ipsilateral areola lighter)
/—-Fairer hair on the ipsilateral side of the head

(The term is invented, but the finding is not!)

17
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Heterochromla iridis: nto their r espective
Divide these--- Categorijes

&> @

Congenital Horner’s

--Fairer hair on the ipsilateral side of the head

In addition to being fairer, if the child has naturally curly hair, the hair on that side will be noticeably curly



A

Heterochromla iridis: nto their r espective
Divide these--- Categorijes

&> @

Congenital Horner’s

--Fairer hair on the ipsilateral side of the head

In addition to being fairer, if the child has naturally curly hair, the hair on that side will be noticeably less curly

19




Right congenital Horner’s (note the straighter hair on the right side)



Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyy
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LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyy



@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?

Heterochromia iridis:
pivide these..-

JXG
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is a thing—is it?
Indeed it is
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is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
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@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
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@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX
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@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX—what are they?
--?

(Hints forthcoming)

JXG



Ql E @ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX—what are they?
--? This one’s name is rather on-the-nose

JXG



@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX—what are they?
--Adult-onset xanthogranuloma

JXG



@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX—what are they?

--Adult-onset xanthogranuloma
< creepy word Xanthog ranuloma

JXG



@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX—what are they?

--Adult-onset xanthogranuloma
--Necrobiotic xanthogranuloma

JXG



@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX—what are they?
--Adult-onset xanthogranuloma

--Necrobiotic xanthogranuloma

--Adult-onset| wheeze] | with periocular xanthogranuloma

JXG



@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX—what are they?
--Adult-onset xanthogranuloma

--Necrobiotic xanthogranuloma

--Adult-onset asthma with periocular xanthogranuloma

JXG



@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX—what are they?
--Adult-onset xanthogranuloma

--Necrobiotic xanthogranuloma

--Adult-onset asthma with periocular xanthogranuloma
- eponym-eponym disease

JXG



@ile xanthogran@

The modifier juvenile implies that adult-onset xanthogranuloma
is a thing—is it?
Indeed it is

Heterochromia iridis:
pivide these..-

What is adult-onset xanthogranuloma known as?
It's known as ‘adult-onset xanthogranloma’ (AOX)

There are four main forms of AOX—what are they?
--Adult-onset xanthogranuloma

--Necrobiotic xanthogranuloma

--Adult-onset asthma with periocular xanthogranuloma
--Erdheim-Chester disease

JXG



eterochromia jiridis:
pivide these..-

<«

H

For m
ore on the AOXs, see slide-set K20




Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyy
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Heterochrom'\a jridis:
pivide these..-

What is a giant cell?

LIGHTER iris

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy



Q/A

Heterochrom'\a jridis:
pivide these..-

What is a giant cell?

ltis an aggregate of [__celityee |

LIGHTER iris

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy



Heterochrom'\a jridis:
pivide these..-

What is a giant cell?
It is an aggregate of hystiocytes

LIGHTER iris

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy



Heterochrom'\a jridis:
pivide these..-

What is a giant cell?
It is an aggregate of hystiocytes . (The formal term for the aggregate is

).
LIGHTER iris

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy



Heterochrom'\a jridis:
pivide these..-

What is a giant cell?
It is an aggregate of hystiocytes . (The formal term for the aggregate is
syncytium ).

LIGHTER iris

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy



What is a giant cell?
It is an aggregate of hystiocytes . (The formal term for the aggregate is
syncytium ). Put simply, it is a bunch of histiocytes that have glommed together.

LIGHTER iris

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy



What is a giant cell?
It is an aggregate of hystiocytes . (The formal term for the aggregate is
syncytium ). Put simply, it is a bunch of histiocytes that have glommed together.

I— I G H TE R ITIS What is the histologic hallmark of a giant cell?

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy



What is a giant cell?
It is an aggregate of hystiocytes . (The formal term for the aggregate is
syncytium ). Put simply, it is a bunch of histiocytes that have glommed together.

LIG HTE R Iris What is the histologic hallmark of a giant cell?
It is multinucleated—the myriad nuclei of the involved histiocytes are all visible
within it

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy



JXG: Touton giant cells
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What is a giant cell?

It is an aggregate -fm The formal term for the aggregate is
stiocytes that have glommed together.

ell?
he involved histiocytes are all visible

Incontinentia pigmenti
Fuchs heterochromic iridocy
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What is a giant cell?

It is an aggregate -fm The formal term for the aggregate is

stiocytes that have glommed together.
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What is a giant cell?

It is an aggregate -fm The formal term for the aggregate is

stiocytes that have glommed together.

ell?
he involved histiocytes are all visible

Incontinentia pigmenti
Fuchs heterochromic iridocy




Histiocytes are also known as...?
Macrophages

Histiocytes derive from what type of cell?
Monocytes

What does derive mean here? How does a monocyte become
a histiocyte?
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What does derive mean here? How does a monocyte become
a histiocyte?
Monocytes are found within the
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Histiocytes derive from what type of cell?
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What does derive mean here? How does a monocyte become
a histiocyte?
Monocytes are found within the vasculature



Histiocytes are also known as...?
Macrophages

Histiocytes derive from what type of cell?
Monocytes

What does derive mean here? How does a monocyte become
a histiocyte?

Monocytes are found within the vasculature . When a
monocyte leaves the circulation and settles down within tissue,
it becomes (ie, is re-classified) as a histiocyte.



Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy

Foamy macrophages’? | thought they were fipid-laden histiocytes.’
What's the deal?




Heterochrom'\a jridis:
pivide these..-

Foamy macrophages’? | thought they were fipid-laden histiocytes.’
What's the deal?

1 In this context, foamy and lipid laden are synonyms, as are
LIG HTE R Irs abnor macrophages and histiocytes. So, toe-MAY-toe toe-MAH-toe.

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy
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JXG: Foamy macrophages
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Q

chromia i Ae Touton giant cells and foamy macrophages
Hett‘%)f_‘ ‘\” je these present in the AOXs as well?

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy
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chromia i Ae Touton giant cells and foamy macrophages
Hett‘%)f_‘ ‘\” je these present in the AOXs as well?
Indeed they are

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocy
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JXG: Skin papules. The orangish color is classic
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Congenital Horner’s
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Waardenburg syndrome

Incontinentia pigmenti
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JXG: Iris lesion
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JXG: Spontaneous hyphema

83



Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyj



Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyj



Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyj



Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyj




Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyj



Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyj



Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyj




Heterochrom'\a jridis:
pivide these..-

LIGHTER iris abnor

Congenital Horner’s

JXG
Waardenburg syndrome

Incontinentia pigmenti
Fuchs heterochromic iridocyj



Heterochromia jridis:

-.into thejr respective
Divide these:-- <

Waardenburg syndrome

What 3 ophthalmic findings are classic for Waardenburg syndrome?
--Heterochromia iridis (duh)

--?

--?




Heterochromia jridis:

-.into thejr respective
Divide these:-- <

Waardenburg syndrome

What 3 ophthalmic findings are classic for Waardenburg syndrome?
--Heterochromia iridis (duh)

--Synophrys

--Dystopia canthorum

(Note: Some pts have sectoral fundus pigmentation
changes, so that would be a good answer too)




Waardenburg syndrome

What is synophrys?
--Synophrys

-.into thejr respective




AlQ

Waardenburg syndrome

What is synophrys?

i for a
Synophrys The formal medical term fo

-.into thejr respective




-..into theijr respective

Categories

Waardenburg syndrome

What is synophrys?

ibrow
Synophrys The formal medical term for a un
- y
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Waardenburg syndrome: Synophrys

97



i lia: ...in :
terochromla iridis: to theijr respective
Divide these:-- Categorijes

&> @

He

Waardenburg syndrome

What is dystopia canthorum?

--Dystopia canthorum




-.into thejr respective

categories

& @

Waardenburg syndrome

What is dystopia canthorum?
Lateral displacement of the canthi (ie, telecanthus) PLUS laterally displaced
lacrimal puncta

--Dystopia canthorum



100

Dystopia canthorum. Note the telecanthus, and
laterally displaced lacrimal puncta (also, synophrys)
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Waardenburg syndrome: Heterochromia iridis,
synophrys and dystopia canthorum



i lia: ...in :
Heterochromia iridis: fo their espective
pDivide these..- Categorijeg

& @

Waardenburg syndrome

What is dystopia canthorum?
Lateral displacement of the canthi (ie, telecanthus) PLUS laterally displaced
lacrimal puncta
--Dystopia canthorum
How on earth are you supposed to recognize that the puncta are too lateral?



terochro :
ne pivide these:-- Categorijes

mia iridis: ---Into thejr respective

& @

Waardenburg syndrome

--Dystopia canthorum

What is dystopia canthorum?
Lateral displacement of the canthi (ie, telecanthus) PLUS laterally displaced

lacrimal puncta

How on earth are you supposed to recognize that the puncta are too lateral?
Draw an imaginary vertical line from the upper to the lower puncta. If this line
crosses the cornea, the puncta are displaced. (Next time you examine a pt at the
slit-lamp, take note of whether such a line crosses their cornea [it won't].)
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i lia: «..in :
Heterochromiad iridis: to their r. espective
Divide these:-- Categorijes

What is the difference between telecanthus and hypertelorism?

What is dystopia canthorum?
Lateral displacement of the canthi (i¢, telecanthus) PLUS laterally displaced
lacrimal puncta

How on earth are you supposed to recognize that the puncta are too lateral?
Draw an imaginary vertical line from the upper to the lower puncta. If this line
crosses the cornea, the puncta are displaced. (Next time you examine a pt at the
slit-lamp, take note of whether such a line crosses their cornea [it won't].)
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i lia: «..in :
Heterochromiad iridis: to their r. espective
Divide these:-- Categorijes

What is the difference between telecanthus and hypertelorism?

Telecanthus refers to an abnormally increased distance between the two words . whereas
hypertelorism refers to an abnormally increased distance between the three words

What is dystopia canthorum?
Lateral displacement of the canthi (i¢, telecanthus) PLUS laterally displaced
lacrimal puncta

How on earth are you supposed to recognize that the puncta are too lateral?
Draw an imaginary vertical line from the upper to the lower puncta. If this line
crosses the cornea, the puncta are displaced. (Next time you examine a pt at the
slit-lamp, take note of whether such a line crosses their cornea [it won't].)
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i lia: «..in :
Heterochromiad iridis: to their r. espective
Divide these:-- Categorijes

What is the difference between telecanthus and hypertelorism?
Telecanthus refers to an abnormally increased distance between the medial canthi , whereas
hypertelorism refers to an abnormally increased distance between the medial orbital walls

What is dystopia canthorum?
Lateral displacement of the canthi (i¢, telecanthus) PLUS laterally displaced
lacrimal puncta

How on earth are you supposed to recognize that the puncta are too lateral?
Draw an imaginary vertical line from the upper to the lower puncta. If this line
crosses the cornea, the puncta are displaced. (Next time you examine a pt at the
slit-lamp, take note of whether such a line crosses their cornea [it won't].)
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i lia: «..in :
Heterochromiad iridis: to their r. espective
Divide these:-- Categorijes

What is the difference between telecanthus and hypertelorism?
Telecanthus refers to an abnormally increased distance between the medial canthi , whereas
hypertelorism refers to an abnormally increased distance between the medial orbital walls

Which manifests as an increased interpupillary distance?

What is dystopia canthorum?
Lateral displacement of the canthi (i¢, telecanthus) PLUS laterally displaced
lacrimal puncta

How on earth are you supposed to recognize that the puncta are too lateral?
Draw an imaginary vertical line from the upper to the lower puncta. If this line
crosses the cornea, the puncta are displaced. (Next time you examine a pt at the
slit-lamp, take note of whether such a line crosses their cornea [it won't].)
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i lia: «..in :
Heterochromiad iridis: to their r. espective
Divide these:-- Categorijes

What is the difference between telecanthus and hypertelorism?
Telecanthus refers to an abnormally increased distance between the medial canthi , whereas
hypertelorism refers to an abnormally increased distance between the medial orbital walls

Which manifests as an increased interpupillary distance?

Hypertelorism
What is dystopia canthorum?
Lateral displacement of the canthi (i¢, telecanthus) PLUS laterally displaced
lacrimal puncta

How on earth are you supposed to recognize that the puncta are too lateral?
Draw an imaginary vertical line from the upper to the lower puncta. If this line
crosses the cornea, the puncta are displaced. (Next time you examine a pt at the
slit-lamp, take note of whether such a line crosses their cornea [it won't].)




-.into thejr respective
Categorijeg

mia jiridis:

Heterochro
DiVide these.:-

& @

Waardenburg syndrome

What 3 ophthalmic findings are classic for Waardenburg syndrome?

--Heterochromia iridis
--Synophrys
--Dystopia canthorum

What non-ophthalmic finding is classic for Waardenburg syndrome?




mia iridis: --.Into thejr respective
Categorijeg

Heterochro

pDivide these..-

Waardenburg syndrome

What 3 ophthalmic findings are classic for Waardenburg syndrome?
--Heterochromia iridis

--Synophrys

--Dystopia canthorum

What non-ophthalmifz finding is c!assic .for Waardenburg syndrome? aardenburg syndrom e
The presence of a white forelock (ie, an isolated streak of hite f lock
in the forehead region) Ite Toreloc
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Waardenburg syndrome: White forelock
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Note that Waardenburg syndrome has
forms that do not involve heterochromia



e nto thejr respective
pivide these:-- B

Heterochromia If

What are some of the other non-ophthalmic manifestations of

Waardenburg syndrome?
--?

-?
--?

--(There are a number of others as well)

Waardenburg syndrome




B e i ia- ...int ;
Heterochromid iridis: o their respective

Divide these:-- Categorijes

What are some of the other non-ophthalmic manifestations of
Waardenburg syndrome?

--Hirschprung'’s disease

--Deafness

--Depigmented patches of skin

--(There are a number of others as well)

Waardenburg syndrome




e nto thejr respective
pivide these:-- B

He’cerochl'omia i

What is the noneponymous name for Hirschprung'’s disease?

--Hirschprung’s disease

Waardenburg syndrome
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e nto thejr respective
pivide these:-- B

Heterochromia If

What is the noneponymous name for Hirschprung'’s disease?
Congenital megacolon

--Hirschprung’s disease

Waardenburg syndrome

116



e nto thejr respective
pivide these:-- B

Heterochromia If

What is the noneponymous name for Hirschprung'’s disease?
Congenital megacolon

-Hirschprung's disease  pyjqfy, what is the pathogenesis and problem?

Waardenburg syndrome

117



idis: --.Into thejr respective
Categorijeg

Heterochl'Omia i

pivide these:--

What is the noneponymous name for Hirschprung'’s disease?
Congenital megacolon

-Hirschprung's disease  pyjqfy, what is the pathogenesis and problem?
A failure of neural-crest migration leaves a portion of the colon
uninnervated and thus nonfunctional. This is a setup for
obstruction at that segment.

Waardenburg syndrome
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=  —3 00606
e ®060
Heterochromia jridis: -'ntocthelr respective [
Divide these.-- ategories

What are some of the other non-ophthalmic manifestations of
Waardenburg syndrome?

--Hirschprung'’s disease ) . o
depigmentation iris

- skin hair RPE choroid

--(The ers as well)

Waardenburg syndrome BALEELCE LT B3 Te[{e]y) [

< > (Some pts have sectoral

changes)




mia iridis: ---Into theijr respective
Divide these:-- Categorijes

Heterochro

And now, a disclaimer:
Waardenburg syndrome is actually
a more complex condition than is
being presented here. It has four
types, two of which each have 2
subtypes. Not all forms of

Waardenburg syndrome Waardenburg syndrome include

all of the features mentioned
here. That said, after reviewing
every mention of the condition in
the BCSC books, the info presented
in this slide-set is what | think a
resident is expected to know about
the condition. Still, caveat emptor.
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: s idias -..in ;
Heterochromia iridis: to their r. espective
Divide these:-- Categorijes

®>

In some forms of Waardenburg syndrome,
heterochromia is absent, with light irides
present bilaterally

Not all forms of
Waardenburg syndrome include
all of the features mentioned
here.

Waardenburg syndrome
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idis: ---Into theijr respective
pivide these:-- Categories

Heterochromia If

What gene is responsible for Waardenburg syndrome?
Waardenburg syndrome 2 o gsy
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idis: ---Into theijr respective
pivide these:-- Categories

Heterochromia If

What gene is responsible for Waardenburg syndrome?
Waardenburg syndrome PAX3Q o gsy
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o
‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?

[

Waardenburg syndrome
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‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?
d |t is a portmanteau of the terms ‘PAired homeoboX’ and/or ‘PAired boX’

Waardenburg syndrome



‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?
d |t is a portmanteau of the terms ‘PAired homeoboX’ and/or ‘PAired boX’

In two words, what is the role of the proteins coded for by PAX genes?
They are

Waardenburg syndrome



‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?
d |t is a portmanteau of the terms ‘PAired homeoboX’ and/or ‘PAired boX’

In two words, what is the role of the proteins coded for by PAX genes?
They are transcription factors

Waardenburg syndrome



‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?
d |t is a portmanteau of the terms ‘PAired homeoboX’ and/or ‘PAired boX’

In two words, what is the role of the proteins coded for by PAX genes?
They are transcription factors

In one word, what are PAX genes involved in?

Waardenburg syndrome
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‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?
d |t is a portmanteau of the terms ‘PAired homeoboX’ and/or ‘PAired boX’

In two words, what is the role of the proteins coded for by PAX genes?
They are transcription factors

In one word, what are PAX genes involved in?
Morphogenesis

Waardenburg syndrome
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‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?
d |t is a portmanteau of the terms ‘PAired homeoboX’ and/or ‘PAired boX’

In two words, what is the role of the proteins coded for by PAX genes?
They are transcription factors

In one word, what are PAX genes involved in?
Morphogenesis

What are the three PAX genes of concern to us eye dentists?
? ,PAX3,and ?

Waardenburg syndrome

130



131

‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?
d |t is a portmanteau of the terms ‘PAired homeoboX’ and/or ‘PAired boX’

In two words, what is the role of the proteins coded for by PAX genes?
They are transcription factors

In one word, what are PAX genes involved in?
Morphogenesis

What are the three PAX genes of concern to us eye dentists?
PAX2, PAX3, and PAX6

Waardenburg syndrome
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‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?
d |t is a portmanteau of the terms ‘PAired homeoboX’ and/or ‘PAired boX’

In two words, what is the role of the proteins coded for by PAX genes?
They are transcription factors

In one word, what are PAX genes involved in?
Morphogenesis

What are the three PAX genes of concern to us eye dentists?
PAX2, PAX3, and PAX6

Of these three PAX genes, which is most important to the development of the eye?

Waardenburg syndrome
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i

‘
¢ [n the present context, what is the origin of the word PAX, ie, where does it come from?
d |t is a portmanteau of the terms ‘PAired homeoboX’ and/or ‘PAired boX’

In two words, what is the role of the proteins coded for by PAX genes?
They are transcription factors

In one word, what are PAX genes involved in?
Morphogenesis

What are the three PAX genes of concern to us eye dentists?
PAX2, PAX3, and PAX6

Of these three PAX genes, which is most important to the development of the eye?
PAX6. The Fundamentals book refers to it as “the master switch for eye development.”
The Peds book says, “The PAX6 gene is the master control gene for eye morphogenesis.”

Waardenburg syndrome
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For more on PAX genes, see slide-set FELT4
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