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Jérôme Lejeune
pioneer in the discovery
of Trisomy 21
A whole life dedicated to the care of his patients and to the
search for a treatment
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Introduction
On January 26, 1959, and then on March 16, 1959, two communications to the Academy of
Sciences, establishing the presence of 47 chromosomes in the so-called mongolian children, were
published under the signatures Lejeune, Gautier, Turpin, and in this order indicating that the first
one is the discoverer, that the last one is the team leader and that between the two is the
contributor to the discovery.
For 50 years, nothing happened. But, since 2009, the memory of Jérôme Lejeune has been
attacked by Marthe Gautier, born in 1925, the only survivor of the team, who claims today to have
discovered trisomy 21 by herself. Jérôme Lejeune would have been a usurper and Marthe Gautier
would have been defrauded.
Some of these claims had been taken up by an opinion of the INSERM ethics committee made
public on September 14, 2014. It stated that Jérôme Lejeune's share "was unlikely to have been
preponderant" and confined his contribution solely to the valorization of the discovery.
Faced with these accusations and this denigration of Jérôme Lejeune's role, the Jerome Lejeune
Foundation decided to react. In 2009, it had remained silent, noting that Marthe Gautier's personal
declarations had only limited circulation. Nevertheless, in February 2014, when it learned that
Marthe Gautier was about to speak on the discovery of trisomy 21 before the Assises de Génétique
Humaine et Médicale in Bordeaux, the Foundation had decided to have her words recorded by a
bailiff, by virtue of an authorization granted by the courts, in order to defend the reputation of
Jérôme Lejeune if he were to be defamed. The Foundation's intuition was right. This opinion of
the INSERM ethics committee rewrote the history of the discovery following Marthe Gautier. The
Foundation was therefore led to communicate several elements and documents that shed light on a
controversy that has little to do with science.
It was Jérôme Lejeune, and not Marthe Gautier, who was asked by Prof. Raymond Turpin, their
head of department at Trousseau, to be the first to sign the January 1959 publication, thus
designating himself, in the eyes of history, as the one who would remain the discoverer of the
cause of mongolism.
And it is in fact Jérôme Lejeune who, following this discovery, will devote his life to seeing
patients with Down syndrome, to seeking a treatment to cure them and to defending their lives,
which are so precious to him. Jérôme Lejeune, for his part, never ceased to praise Marthe Gautier's
contribution to the discovery. In the epistolary exchanges between the two colleagues, there is no
trace of polemic, on the contrary.
The rest is a rereading of a past repainted in the colors of contemporary ideologies to create and
feed a pseudo polemic. Marthe Gautier, like the young women scientists of the time, would have
been the victim of a mandarin machismo on the part of Lejeune. The argument is ridiculous since
Lejeune was Marthe Gautier's youngest son and he was not the head of the department.

3

I. Summary – Main points of the controversy
In 2009, on the occasion of the 50th anniversary of the discovery of trisomy 21, Doctor Marthe
Gautier made polemical statements in an article in Médecine/Sciences (Volume 25, Number 3,
March 2009), challenging the role of Professor Lejeune. She states in substance:


that she was the first to count 47 chromosomes, and that she did it all by herself,



that "a newcomer", a "trainee" named Lejeune, then simply stole the discovery from her,



that Lejeune attributed the discovery to himself and thus reaped all the glory afterwards.

These statements were repeated in other interviews (including the main one to Randy Engel on
March 6, 2013), with variations, and repeated in early 2014 without any article offering objective
evidence or providing testimony to support Marthe Gautier's thesis.
However, the facts and archival documents show a completely different reality:


The discovery was the result of a long and patient process of collective research on
Down syndrome. It is no exception to the rule that the first hypotheses had to be tested
and confirmed for months.



Handwritten notes in the analysis notebook in May 1958 show that Jérôme Lejeune
was the first to count 47 chromosomes and that he was the driving force of the team,
without whom the work would hardly progress.



Jérôme Lejeune publicly honored each member of Turpin's team, including (but not
limited to) Marthe Gautier, notably during his inaugural lecture in 1965. The
correspondence between Lejeune and Gautier shows that they had an active and trusting
working relationship. This relationship lasted at least until 1962, three years after the
publication of the discovery (Lejeune, Gautier and Turpin).

In view of these facts, Marthe Gautier's accusations appear unfounded and raise many unanswered
questions. In particular:





Marthe Gautier speaks out 50 years after the 1959 discovery and after the death of all the
other protagonists (including Jérôme Lejeune, more than 25 years ago) - and without any
questioning having been issued before. Why is this?
There is no evidence to support the accusations against Lejeune. The only document
Marthe Gautier has put forward is a letter Lejeune sent to her in the fall of 1958 praising
his preparations of cellular techniques. To his credit, Lejeune did so again during his
inaugural lecture. Recognizing the work of Marthe Gautier does not mean attributing the
discovery to her.
Since 2009, the accusations have changed in nature and tone as Marthe Gautier's
statements have been made. There are many inconsistencies.
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II. Questions / Answers
A. Who discovered the cause of Down syndrome in the end?


The discovery of the cause of Down syndrome was first the result of a long, patient and
progressive team work, including Marthe Gautier. Marthe Gautier claims that she
discovered the cause "alone, with her laboratory assistants", which she immediately
contradicts by admitting that she did not have the necessary material to prove "her
discovery" (see following questions).



Jérôme Lejeune clearly had the role of driving force and coordinator of the research, under
the impulse of the head of the laboratory Raymond Turpin. On May 22, 1958, he identified
for the first time a "mongoloid" patient who had a supernumerary chromosome.



Notes from the laboratory notebook, kept day to day by Jérôme Lejeune from July 10,
1957, indicate very precisely that he counted on May 22, 1958 on the notebook of 47
chromosomes. In December 1958, he identified two new cases of 47 chromosomes linked
to mongolism which confirmed the first observation.

References:


Cover of the laboratory notebook kept by Jérôme Lejeune (Appendix 1):
https://www.flickr.com/photos/125139824@N04/14335829151/



Page of the laboratory notebook which indicates the first dated observations
(Appendix 2): https://www.flickr.com/photos/125139824@N04/15164085700/

B. Was Marthe Gautier, as she claims, the first to count 47 chromosomes?
First of all, the dates cited by Marthe Gautier to justify her version and to explain how she would
have been the first to count 47 chromosomes are confusing or later than Jérôme Lejeune's own
observations.
Then Marthe Gautier's statements to have been able to "succeed alone with (her) laboratory
assistants (...) in highlighting an anomaly" are contradictory. It is impossible that Marthe Gautier
could have established the chromosome count alone. She says it herself in her different
declarations, since she affirms that "The extra chromosome is small, the lab does not have a
photomicroscope that would allow to attest its presence and to establish the karyotype" then
admits that, without a photo, it is impossible to attest the presence of an extra chromosome...
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References:


The articles that show the imprecise, changing and contradictory accusations of Marthe
Gautier on this point:
https://www.medecinesciences.org/en/articles/medsci/full_html/2009/04/medsci2009253p3
11/medsci2009253p311.html
http://www.newengelpublishing.com/randy-engel-interview-with-marthe-gautier-frenchtranslation:



Page from the laboratory notebook that indicates the first dated observations (Appendix 2):
https://www.flickr.com/photos/125139824@N04/15164085700/



Letter from Raymond Turpin to Jérôme Lejeune dated 10/27/1958 (Appendix 3):
https://www.flickr.com/photos/125139824@N04/15351427675/

C. Did Jérôme Lejeune "sequester" Gautier's preparations? And therefore stole the
discovery from Marthe Gautier?


Once again, the notes in the laboratory notebook contradict Marthe Gautier's version that
the slides containing her preparations were "sequestered" (article in Médecine / Sciences,
March 2009) by Lejeune from June 1958 onwards, after he offered to help her because he
had access to a microscope: the notes in the laboratory notebook where the observations
are recorded indicate that Jérôme Lejeune counted 47 chromosomes in May 1958.



As indicated below, the correspondence between Gautier and Lejeune in the months and
years following the "sequestration" testify to a close, cordial and efficient collaboration
between them. It is difficult to see how this would have been possible after the
sequestration and the supposed silence of Jérôme Lejeune.



Moreover, if Marthe Gautier had had the leading role, why did she not launch the
publication without waiting for Lejeune's return from his trip in the fall of 1958? The
argument of the photo does not hold since she did not need the photo to publish. The
publication does not include a photo and in any case what was stopping her from redoing
the photo?

References:


Page of the laboratory notebook which indicates the first dated observations (Appendix 2):
https://www.flickr.com/photos/125139824@N04/15164085700/



Letter from Marthe Gautier to Lejeune dated 20/10/1958 showing their close
collaboration (Appendix 4): https://www.flickr.com/photos/125139824@N04/15164660018/
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D. Did Marthe Gautier, as she claims, not know Jérôme Lejeune before the discovery? Was
she working alone? Were the relationships between the team members distant or strained?
On the contrary, the archives show a team working in harmony and in a complementary way
throughout the process.
 A letter from Marthe Gautier in June 1957 discredits her own accusations that she did not
know Jérôme Lejeune, "a newcomer," before her cell culture work, which she began in
July 1957. Yet she begins her letter with "Dear friend, very happy to hear from you," and
keeps him informed of their work.


Marthe Gautier was certainly working in a laboratory set up at the request of Professor
Turpin, but in close collaboration with the team and in particular with Jérôme Lejeune.
She kept up a regular correspondence with him whenever he traveled (at least three letters
attest to this) between 1957 and 1958.



Professor Turpin, head of the department, was obviously well aware of Marthe Gautier's
work, as can be seen in his letters of 27/6/1957 and then of 12 and 27/10/1958, in which
he informed Lejeune of her work on each occasion. He says in particular on October 12
"Mademoiselle Gautier always writes to me regularly".



Finally, the professional relationship of trust between Lejeune and Gautier lasted at least
three more years after the first publication on the discovery. In his correspondence to his
wife, Jérôme Lejeune quotes Marthe Gautier regularly and in positive terms that prove
that their collaboration is good and continuous. In a letter dated July 12, 1962, Lejeune
wrote "Gautier who had arrived showed herself absolutely charming (...) She promised to
help.



The content of all the letters clearly shows a cordial and active collaboration, not distant
and tense, even over time. Marthe Gautier begins all her letters to Jérôme Lejeune with
"Dear friend" and even asks him in her letter of 20/10/1958: "Pick up all the tips you can
about tissue cultures and all the offprints that are given at random during your visits."

References:


Letter from Marthe Gautier to Lejeune dated 20/10/1958 showing their close collaboration
(Appendix4)
https://www.flickr.com/photos/125139824@N04/15164660018/



Letter from Raymond Turpin to Jérôme Lejeune dated 27/10/1958 (Appendix 3):
https://www.flickr.com/photos/125139824@N04/15351427675/



Letter from Lejeune to Gautier of 5/11/1958 shown by Gautier in his article:
http://www.medecinesciences.org/articles/medsci/full_html/2009/04/medsci2009253p311/
medsci2009253p311.html



Letters from Lejeune to his wife Birthe of 2/7/1961, 16/7/1962 and 30/7/1962.
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E. Was Lejeune a mere trainee at the time, and inferior in hierarchy to Marthe Gautier? Did
Marthe Gautier have the leading role in the discovery she describes?


Dr. Lejeune was not a research trainee in 1958, contrary to Marthe Gautier's assertion, but
a research fellow (at the CNRS), which in the French university hierarchy means two
higher ranks and the responsibilities that go with them.
When Marthe Gautier joined the team, Jérôme Lejeune already had an important place in
Professor Turpin's team, which he kept throughout the period of the discovery. Turpin sent
him to the UN in 1957 and to the USA in 1958 to "defend the position of French genetics"
at the prestigious scientific congress in Montreal. He entrusted him with the writing of
articles and especially the writing of the book on chromosomes, and finally he supported
him in the project of creation of the Institute of Progenesis... Marthe Gautier is not
mentioned in any of these 'files' (while Marie-Odile Rethoré, another member of the team
is, which leads us to think that Turpin would have also mentioned Marthe Gautier if she
had collaborated).



Lejeune has a driving role in the team. As proof: when he was away, Marthe Gautier
herself admitted that the work was not progressing. The notes from the laboratory,
Lejeune's diary, the multiple correspondences of the team, and the private exchanges point
to Jérôme Lejeune as the central figure towards whom the reports converge and from
whom the research hypotheses start.
Conversely, a multitude of letters make it clear that Marthe Gautier is not the central figure
she claims to be and Jérôme Lejeune is not the young "intern", "newcomer to the
laboratory" she describes. Although she initiated a heart cell culture in June 1957, Marthe
Gautier is a person who is not very present because she has other hospital activities in
cardiology: "I have not seen Mademoiselle Gautier (assistant at Bicêtre) because she only
has to come in the afternoon."

References:


Dated summary of the titles and research positions of J. Lejeune in an official
publication(Appendix5):
https://www.flickr.com/photos/125139824@N04/14152627809/



Correspondence from Raymond Turpin to Jérôme Lejeune of 29/6/57, 5/9/1958,
12/10/1958, 20/10/1958 etc.




Correspondence between Jérôme Lejeune and his wife and his personal diary, notably
from 16/1/1959 (Appendix 6)
https://www. flickr.com/photos/125139824@N04/15351221892/
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F. Is Jérôme Lejeune this character with a "not very brilliant" and opportunistic career that
Marthe Gautier describes? Did he publish the first article on the discovery "in a hurry" to
overtake other international research teams?


Professor Lejeune's interest and expertise, especially in genetics, which Marthe Gautier
contested, were proven very early on and will never be denied. This dismisses accusations
of opportunism. By the beginning of 1958, Lejeune had already co-authored 7
scientific publications specifically on "mongolism", in contrast to Marthe Gautier,
who had not published anything on the subject.



Jérôme Lejeune often recalled in his diary that his goal was to discover the cause of the
disease in order to hopefully find a cure and, one day, treat his beloved patients to whom
he showed so much deference. In his notes of January 16, 1959, just before the publication
of the first article, he says: "It is not enough to discover an aberrant chromosome, one
should also know what 'it' does! (...) To make a mongoloid capable of being named
Professor at the Faculty of Medicine of Paris! That is the dream of my existence.”



Jérôme Lejeune was aware of the importance of observation but remained cautious and
scrupulously applied a scientific approach. He wanted to have at least three clear cases of
observations of 47 chromosomes before publishing, which he obtained in December 1958,
as his journal testifies. He also had to convince Professor Turpin, who remained doubtful
even after the first publication.

References:


Titles and scientific works of Jérôme Lejeune, 1972, l'Expansion Française



Personal diary of January 16, 1959 and March 7, 1959 (Appendix 6)
https://www.flickr.com/photos/125139824@N04/15351221892/

G. Did Lejeune take credit for the discovery? Did he receive all the honors afterwards for
his role in this discovery, including the Kennedy Prize without sharing the award?


Jérôme Lejeune, as his diary and public statements show, never attributed the discovery to
himself. It was attributed to him in fact. It was Prof. Turpin who recognized Jérôme
Lejeune as the discoverer by asking him to sign the lead article first. But he never missed
an opportunity to thank or honor his collaborators. In a letter dated November 5, 1958, he
thanked Marthe Gautier for her "excellent preparations" while Turpin congratulated him
for his preparations (letter from Turpin to Lejeune dated October 27, 1958). During his
inaugural lecture at the first chair of fundamental genetics of the Academy of Medicine of
Paris in 1965, he quotes and honors at length each member of the team. He salutes his
"dear Marthe Gautier" and recognizes her unique contribution to the discovery, citing her
"skill" and "tenacity" during "two years of failures and half-successes".



In 1962, Jérôme Lejeune was awarded the Kennedy Prize for all of his work and not only
for his role in the discovery. This award was the result of a survey that the Kennedy
9

Foundation team visiting Paris had conducted among his colleagues in his absence since he
was abroad. The letter from the Kennedy Foundation announces that Lejeune received
$8,333 (about €6,000) for his personal use and $25,000 (about €18,300) as an "exclusive
grant for a research program.

References:


Lejeune's letter to Gautier of 5/11/1958 shown in Marthe Gautier's article:
http://www.medecinesciences.org/articles/medsci/full_html/2009/04/medsci2009253p311
/F2.html



Excerpt from Jérôme Lejeune's inaugural lecture on March 10, 1965 greeting Marthe
Gautier Appendix7)
https://www.flickr.com/photos/125139824@N04/14335819821/



Transcript of the letter announcing the award of the Kennedy Prize to Lejeune dated
4/12/1962

H. What are the reasons for this controversy?


In 2009, on the occasion of the 50th anniversary of the discovery, Marthe Gautier made her
first accusations in an article in Médecine/Sciences. She says she was "encouraged" by
friends, including Professor Simone Gilgenkrantz.



It is known that Simone Gilgenkrantz was among the first to oppose Jérôme Lejeune, who
refused prenatal diagnosis leading to the elimination of children with Down syndrome.
Simone Gilgenkrantz writes in one of her books that French genetics missed out on the
Nobel Prize because of Jérôme Lejeune's positions.



It is now a widespread idea that in the scientific field, women have been bullied and
confined to a subordinate role. This is an anachronistic and unfair interpretation in the case
of Professor Lejeune and Marthe Gauthier.
One is therefore entitled to wonder, in spite of the obvious, whether non-scientific but
political motives have not provoked - and biased - Marthe Gautier's accusations and her
rereading of history.

References:
 Interview with Marthe Gautier in which she thanks her friends for having encouraged her:
http://www.newengelpublishing.com/randy-engel-interview-with-marthe-gautier-frenchtranslation/
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III. The Foundation's response to the opinion of the INSERM ethics committee
(September 2014)
"The opinion of the INSERM ethics committee on the discovery of trisomy 21 calls for the
following observations from the Jerome Lejeune Foundation.
A lack of memory or gratitude
As testified by the writings and public statements of the time, Jérôme Lejeune has always
recognized and saluted the role of Marthe Gautier in the discovery of trisomy 21, which is the
contribution of an American technique of cell tissue culture. By forgetting this tribute, which has
never been denied, Mrs. Gautier shows a lack of memory or gratitude. But the contribution of the
cell culture technique is not the essence of the discovery. The discoverer is the one who started
from a hypothesis, verified it, believed in it and carried the project.
Some counter-truths
Contrary to what Marthe Gautier also maintains, Jérôme Lejeune never attributed the discovery to
himself. It was Professor Raymond Turpin, head of the department in which Gautier and Lejeune
worked, who recognized Jérôme Lejeune as the discoverer of Down syndrome. Indeed, as shown
in his laboratory analysis notebook, on May 22, 1958, Jérôme Lejeune was the first to count all 47
chromosomes and to scientifically establish, for the first time, a link between a chromosomal
anomaly and mental retardation. Gautier, who was not a geneticist, had no interest in mongolism,
and had not published anything on the subject, could not make the connection alone. On the
contrary, Lejeune, who was in charge of the consultation of patients who were then called
"mongoloid", had already published several articles on mongolism, and was already a researcher
at the CNRS. He was not the unknown person described by Mrs. Gautier.
We have at the disposal of historians the handwritten letter addressed on October 27, 1958 by
Prof. Turpin to Jérôme Lejeune (who was traveling abroad at the time) which informs the latter
that Marthe Gautier is still counting 46 chromosomes instead of 47 in mongoloid children.
A bias
The fact that the ethics committee of INSERM does not take into account established and
documented facts, but prefers to rely on Mrs. Gautier's rereading and memories, 20 years after
Jérôme Lejeune's death, must challenge us.
The referral from INSERM and the text of its ethics committee suggest two explanations:




The desire to highlight the sexist discrimination to which young women scientists in the
research sector were subjected by the "mandarins" in the 1960s, which is a chronological
contradiction since Jérôme Lejeune was 33 years old at the time of the discovery, and
therefore younger than Mrs. Gautier, and was not the head of the department;
the desire to damage the reputation of a French scientist, of international renown, who devoted
part of his life to the defense of human life threatened by abortion (and who, for this reason,
caused the team to lose the possibility of obtaining the Nobel Prize). "

11

IV. Focus: The technique does not make the discovery
One should reread Marthe Gautier's article which is the basis for the opinion of the INSERM
ethics committee: she gives pages of details on how to make a cell culture. She does not write
anything about the study of mongolism, the reason for the research on chromosomes, the
consequences of this discovery. It is a technical element brought to the reflection led by Raymond
Turpin and Jérôme Lejeune. Everyone agrees on this point. Jérôme Lejeune never missed an
opportunity to thank or honor all his collaborators, including Marthe Gautier. He has always
associated Raymond Turpin and Marthe Gautier with the communication of the discovery. But the
contribution of the cell culture technique is not the essence of the discovery.
The notice states that "Marthe Gautier will observe the 47 chromosomes". To "observe" does not
mean to discover the cause of mongolism. An analogy can help us to understand what is at stake:
with regard to the discovery of America, was it Christopher Columbus who first saw the shores of
America? Was it not a sailor? But the discoverer, the one that history remembers, is the one who
started from a hypothesis, verified it, believed in it and carried the project. We must distinguish
between the contribution of a technique and the main role.
On this second point, there is no proof of Marthe Gautier's preponderant role. Moreover, it
remains constant that Marthe Gautier did not make the count first. This is known from two written
documents: Lejeune reported in his laboratory analysis notebook on May 22, 1958 that he had
counted 47 chromosomes, explicitly underlining his questioning of this figure. With regard to
Marthe Gautier, a letter from Professor Turpin to Jérôme Lejeune (who was traveling abroad at the
time) dated October 27, 1958, indicates that she is still at 46, five months after Lejeune's count.

V. Myths and facts: The real chronology
The objective of the document on the following page is to illustrate in the form of a frieze the
chronology of the discovery as it unfolded, by putting in mirror a selection of historical elements
supported by archival documents (mail, laboratory notes, university archives, etc.) and certain
accusations made by Marthe Gautier.
Available visuals:


The graphic "The Discovery of Down Syndrome: Myths and Facts" copied as an
image below and available in PDF, with clickable links to excerpts from archival
documents.



The archival visuals cited in the graphic below, visible online, in series or one by one, on
the album (FlickR): https://www.flickr.com/photos/125139824@N04/
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ANNEXES
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Annex 1: Cover of the laboratory notebook kept by Jérôme Lejeune
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Annex 2: Page of the laboratory notebook which indicates the first dated observations
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Annex 3: Letter from Raymond Turpin à J. Lejeune dated 17 October 1958
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Annex 4: Letter from M. Gautier to J. Lejeune dated 20 Oct. 1958
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Annex 5: Dated summary of titles and research positions of Jérôme Lejeune in
an official publication

19

Annex 6: Correspondence from J. Lejeune with his wife and his personal diary,
notably of 16 January 1959
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Annex 7: Excerpt from J. Lejeune’s inaugural lecture on March 10, 1965,
saluting Marthe Gautier
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