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Book Review: 
Genetic Consultations in the Newborn

“There are 42 chapters in this 
PRQRJUDSK��IRUPDWWHG�LQ�D�VSHFL¿F�
PDQQHU��(DFK�FKDSWHU�EHJLQV�ZLWK�WKH�
presentation of a 'clinical consult.' ”
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Make sure to join 
us for the CDH 

Telethon LIVE on 
April19th, 

International CDH 
Awareness Day at 

www.cdhi.org 

 

 

 

Every Friday until the end of Congenital Diaphragmatic Hernia Awareness Month on April 30th, CDH International is 
holding live drawings on Facebook to give away CDH Awareness shirts.   
 
On May 1st, we will announce the grand prize winner - the person who raises the most money between now and April 
30th for CDH will win 2 airline tickets to anywhere in the continental United States. 
 
Our goal with this fundraising drive is to create an easy and fun way to raise money and awareness for Congenital 
Diaphragmatic Hernia.  By creating a fundraiser and sharing your CDH story - or donating to someone else's fundraiser - 
you are helping us to help the 1000's of children (and adults) who fight Congenital Diaphragmatic Hernia every day. 
 
7R�3DUWLFLSDWH� 

1. Go to CHERUBS Facebook page (Support) at www.facebook.com/cdhsupport or CDH 

International's Facebook page (Research) at www.facebook.com/cdhintl 

2. Click on the blue button that says "+Raise Money" 

3. Set your target amount 

4. Set an ending date of April 30th 

5. Add your own photos, your own stories or why you want to help 

6. Share on social media and Invite friends to donate 

7. Invite friends to hold their own fundraisers 

That's it!  You're now helping 1000's of critically ill children from the comfort of your own 

phone or computer.  How easy is that and for such a great cause?!   
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The practicing Perinatal/Neonatal health care provider today 
has noted a changing frontier in diagnosing genetic abnormali-
ties and determining prognosis.... if at all possible. The simple 
words "chromosome analysis" has been replaced by an ever-
changing vocabulary. There needs to be an understanding of 
karyotyping, extended banding chromosome studies, Fluores-
FHQFH�LQ�VLWX�K\EULGL]DWLRQ��),6+��VWXGLHV��PLFURDUUD\�DQDO\VLV��
genomics, epigenetics, and whole exome sequencing. These 
are just a few of the platforms which the perinatal/neonatal 
health care provider must be conversant.

The authors in the preface have determined that their goal is 
to " make the evaluation of common neonatal anomalies and 
genetic syndromes accessible and understandable." A very 
FRPSOH[�VXEMHFW�QHHGHG�WR�EH�VLPSOL¿HG�ZLWK�DQ�DSSURDFK�WKDW�
would be up to date with the general "new approach" to learn-
ing.

There are 42 chapters in this monograph, formatted in a spe-
FL¿F�PDQQHU��(DFK� FKDSWHU� EHJLQV�ZLWK� WKH� SUHVHQWDWLRQ� RI� D�
"clinical consult." This immediately involves the reader in a 
case, parts of which may be familiar. These clinical consults 
are short and to the point. Following the clinical presentation, 
WKH�6HFWLRQV� IROORZLQJ�J� LQFOXGH�'H¿QLWLRQV��'LႇHUHQWLDO�'LDJ-
QRVHV�� (YDOXDWLRQ� DQG�0DQDJHPHQW� DQG� ¿QDOO\� D� 6XJJHVWHG�
Reading section. At the end of each Section, a "Pearl" Is pre-
sented which focuses the reader to return and re-review some 
of the presented material. The chapters are presented in a 

Gilbert Martin, MD "System Format''.  That is, for example, the cardiovascular sys-
tem, and the central nervous system are the main topics of a 
VSHFL¿F�VHFWLRQ�

At the end of the book, there is an Appendix of Syndromes that 
commonly present in the newborn period. The format of the 
syndromes is identical to the presentations in earlier chapters.

The illustrations, although only in black and white depict many 
RI�WKH�FOLQLFDO�¿QGLQJV�ZKLFK�DUH�SUHVHQWHG�LQ�WKH�WH[W��7KHUH�LV�
an index which is reasonable and not overly detailed. It allows 
the reader to easily look up the necessary material and follow a 
suggested blueprint for diagnosis.

This book is not meant to be a compendium of the thousands 
of genetic disorders which are now part of our genetic environ-
ment. The book services as a guide to today's perinatal/neona-
tal health care provider to make a more accurate diagnosis and 
to allow for a better understanding of these diseases so that 
our colleagues and the family can make educated choices for 
the future of the child.

Disclosure: The author has no relevent disclosures..
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