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Evie’s Awesomeness

Can your child play sleeping tiger
and other great games?

IZI YES! Evie loves games and interacts by
laughing, kicking, flapping and moving close to us.

Does your child laugh when objects
fall near her face?

IZ YES! Evie loves when we drop cushions or soft
toys beside her. She laughs when we move or tip the
couch and enjoys loud noises.

Can your child play for over
30 minutes in an Excer-saucer?

IZ YES! Evie loves being in her saucer and plays

with the objects really well.

Can your child play with your
hair, face and earrings?

IZ[ YES! Evie will reach out to touch my face, and
pull my hair or earrings. She pulls very gently.

Can your child hold her legs
and nearly her toes?

IZ YESl Evie plays with her knees when she is
contented and can almost reach her toes.

Can your child hold a spoon
and feed herself yogurt?

IZ YES! Evie can feed herself half a teaspoon at a
time when she is in the right mood, and she can feed
herself from her bottle.

Can your child roll competently?

[Z YES! Evie is a pro roller! She even commando
rolls in stealth mode for extra sneakiness. She will roll
to get places really quickly.

Can your child do assisted
pull-ups, holding her head up?

IZ YES' Evie does this very well, using her dad to
help her. Her record is thirteen in a row!
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presents with age appropriate pre-verbal language skills and above average language
comprehension and expression for her age.

AWESOMENESS REPORT

reports that s really good at helping, noticing and cleaning up. Her smiles light up the
room. A big huge grin — she radiates. You can't help but feel happy. She already has a sense of
humour. She brings joy to the family every day.

-and her family have been awesome to work with; committed and positive. It has been a
pleasure being part of their team and | am very excited with the progress tha- has made,

RECOMMENDATIONS:
Treatment is complete therefore discharge from Speech language therapy.

If you have any questions regarding this report, please do not hesitate to make contact.

Best regards

!peech and Language Therapist
’l‘nurania Hospital, Bay of Plenty District Health Board
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Partial Trisomy 9q
.due to Maternal 9/17 Translocation

Salim . Aftimoy, MD; Joa J. Hoo, MID; Maleolm 1. Parslow

® A patient with partial trisomy 9q due
to maternal 9717 translocation was stud-
led and compared with four previously
cases, The similarity of thelr

clinical features allowed us to delineate a
distinct clinical syndrome, which Is char-

by p
dolichocephaly, beaked nose, deep-
sonted eyes, and long fingers and loes,
There Is an overlap between some of the
features of this syndrome and those of
trisomy 9.
(Am J Dis Child 134:848-850, 1960)

. Trl.wmy for the distal part of the

long arm of chromosome 9 (par-
tial trisomy 9q) has been previously
reported in four patients."” We have
studied a fifth patient with this disor-
der,

REPORT OF A CASE

The patient was born to a 36-year-old
gravida 5, para 3, uhortus 1 mother at term.
There were no antenatal problems, except
for two episodes of urinary tract infec-
tions. Labor was induced because of
decrensing levels of urinary estriols. Fetal
distress was noted during labor, with epi-
sodes of tachyeardia, bradycardia, and
meconium staining of the amniotic fluid,

From the Departments of Paediatries (Dr Afti-
mos) and Community Health (Mr Panilow),
School of Medieino, University of Auckland, Pri-
vite Bag, Now Zealand, and the Institut for
Humangenotik, University of Hamburg, Germa-
ny (Dr Hoo).

Reprints not available.

848 Am J Dis Child—Vol 134, Sept 1980

The Apggar scores wore 4 and 7 at 1 and §
minutes of lifo, respectively. The birth
wolgght was 1,810 g, the birth length was
455 ¢m, und the head efrcum ference wis 33

Examination demonstrated several dys-
morphic features, which promptod a karyo-
type annlysis, The baby fed poorly and
failed to thrive. She wun able to follow
ohjects by 2 months of age, but st age bl
months she did not smile or vocalize. She
was not able to lift her head or roll over.
Examination at 5% months of age (Fig 1
through 3) revealed the following values:
weight, 42 kg length 60 em; und head
eirecumference, 422 em.

There was obvious dolichocephaly. The
nose was long, fleshy, and slightly beaked,
with hypoplastic alae nasae. The eyes were
doep-seated. The mouth was small, well
designed, and triangulur, and there was a
narrow, high-urched palute. The chin was
small and receding, The ears were relative-
Iy large and square, with sbnormal folding
of the tragus. The neck was short, with
redundant skin folds posteriorly. The trunk
was asymmetric, the right side being more
prominent, and the right nipple was larger
than the left.

There were bilateral sacral dimples, as
woll as elbow dimples. The extremities
were thin, and the fingers and toes were
unusually Jong and thin. The fingers were
held in flexion, and were clutched over the
thumb, There was an extra volar crease on
both index fingers at the level of the
middle phalanx. Dermatoglyphics were
unremarkable. There was nonpitting ede-
ma of the dorsum of the feet. The elitoris
and labia minora were hypoplastic. There

was severo limitation to hip abduction, and
ome limitation to knee extenion,

She had o wenk, hoarse ery, The tone was
poor. She had stereotyped writhing move-
ments of the arms and legs in an avoidance
manner,

A roentgenogram showed the long bones
o be unusually long und slender. There
were 13 pairs of ribs, The eraniul tables
were thin, with diserete cortical murgifis
and minimal diplot. The EEG and ECG
were normal.

Fig 1.—Full view of patient with trisomy 9q,
fa

cies,
slender extremities, and long fingers and
toes.

Partial Trisomy—Aftimos et al

Fig 2 —Facies of patient with trisomy 9q.
Note long fleshy nose, well-designed trian-
gular mouth, and relatively large ears

Fig 3.—Hand of patient with trisomy 9q,
showing long fingers flexed and clutched
over thumb.

Chromosome preparations were made
from lymphocyte cultures grown in the
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Fig 4 —Partial karyotypes showing pairs 9 and 17 (DNA replication banding) from the
patient with trisomy 8q32-»qter, 46,XX der(17), (9;17) (q32:p13)MAT (top), mother with
show breakpoints

balanced 9/17 transiocation, 46,XX.{(9,17) (arrows
of

normal chromosome of pair) (middie), and

in relation to

chromosome pictures are from DNA
are similar, but not al, to those

banding

after Giemsa ding.* In

particular, proximal region of long arm of chromosome 8 shows dark banding not seen in
Giemsa-banded preparation. Pattern on rest of chromosome 8 long arm is same as that

obtained after Giemsa banding.

17 was inherited from her mother, who was
found to carry a bulunced translocation

presence of 10 pg/mL of 5-b deaxyuri-
dine and pulsed with thymidine for the last
wix hours before harvesting. These were
then stained with DNAspecific fluores-
cont stain 33258 (Hoechst), exposed Lo sun-
light, incubated in a solution of 0.3M sodi-
um chloride and 0.03M trisodium eitrate at
0 °C and stained with Giemsa stain to
produce DNA-replication bands.**
Analysis of such preparations from the
patient demonstrated a 46, XX,17p+ kar-
yotype (Fig 4). The abnormal chromosome

Am J Dis Child—Vol 134, Sept 1980

19:17) (Fig 4). The patient is
therefore  trisomic for the region
9q32-+9qter,

COMMENT

Several cases of trisomy for the
short arm of chromosome 9 (trisomy
9p) have allowed the delineation of a

1.

ific ch 1 X o

phaly, prominent forehead, hyperte-
lorism, enophthalmus, prominent
nose, hypoplastic phalanges and nails,
clinodactyly, absence of the C trira-
dius, and simian creases. A number of
cases have been described of either
complete trisomy 9 or trisomy 9
involving the short arm and a variable
length of the proximal portion of the
long arm**" The clinical features
included most of those of 9p trisom,

The main features of this syndrome
include mental retardation, microce-

with additional fuwn&'thn.we
variable, depending on lenxth‘&

Partial Trisomy—Aftimos et al m/';\" .



s



JARGON

/X% Rachel Callander

POSITIVE

:[ LANGUAGE |’

MATRIX

NEGATIVE

INFORMATIVE



POSITIVE

PATRONISING

JARGON [ LANGUAGE |): INFORMATIVE

MATRIX

/X - Rachel Callander
NEGATIVE



POSITIVE

PATRONISING

-\ MATRIX

CONFUSING

/X - Rachel Callander
NEGATIVE



POSITIVE

PATRONISING

-\ MATRIX

CONFUSING DESTRUCTIVE

/7 Rachel Callander
NEGATIVE



POSITIVE

PATRONISING EMPOWERING

-\ MATRIX

CONFUSING DESTRUCTIVE

/7 Rachel Callander
NEGATIVE



POSITIVE

PATRONISING EMPOWERING

MATRIX

CONFUSING DESTRUCTIVE

/7 Rachel Callander
NEGATIVE



JARGON

/7 - Rachel Callander

PATRONISING

CONFUSING

POSITIVE

:[ LANGUAGE ):

\ MATRIX /:

NEGATIVE

EMPOWERING

DESTRUCTIVE

INFORMATIVE



What are you PROUD of?
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What are you PROUD of?

What do you HOPE for?

s






What are you PROUD of?

What do you HOPE for?

What are you AFRAID of?
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