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DIAGNOSI MOLECOLARE
DELLAZOOSPERMIA

LAZOOSPERMIA e la condizione piu grave
caratterizzata dall’assenza di spermatozoi nel
liquido seminale. Talvolta sono presenti le cellule
germinali immature, in particolare spermatociti e
spermatidi, identificabili con colorazioni

specifiche.



Assenza di spermatozoi nel liquido seminale

Esami Seminali 12.839

Azoospermici 817
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AZOOSPERMIA SECRETIVA 87%

AZOOSPERMIA OSTRUTTIVA I 13%







DIAGNOSI DIFFERENZIALE




AZOOSPERMIA OSTRUTTIVA

Dati anamnestico — clinici
Esame del Liquido Seminale

Studio ormonale

Studio Biochimica Seminale
Ecografia Testicolare
Ecografia prostatica
Screening Fibrosi Cistica

Citoaspirato testicolare

Biopsia testicolare
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CFTR has been shown to maintain water homeostasis through

its interaction with AQP9 or through direct diffusion of water
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2. INITIAL SEGMENTS
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Principal Cells (PCs), Clear Cells (CCs), Narrow A
Cells (NCs), and basal cells; the luminal fluid #3

shows epididymosomes, which are small e e
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CCs expressed the V-ATPase pumps, which

expression at the plasma membrane is induced o ‘

by HCO3~ and c-AMP dependent pathway. L 0]
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CF mutation is associated with lipid profile
abnormalities: possible relationship with sperm
parameters
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Sperm plasma membrane
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PDZ domain-containing scaffold protein

Schematic representation of SLC26 protein structure and interaction with the CFTR

SLC26 proteins share a conserved transmembrane region of 10—-14 hydrohobic spans, associated with their
anion transport activity, and a cytoplasmic STAS domain (Sulfate Transporter and Anti-Sigma factor
antagonist), involved in protein-protein interaction and regulation. Some members also contain a PDZ
binding motif at their carboxy-terminal extremity.

The CFTR protein consists of two transmembrane domains (TMD) (each containing six spans of alpha
helices), two nucleotide-binding domains (NBD1 and NBD2) and a central regulatory domain (R-domain).
CFTR activity is regulated by PKA-phosphorylation of the R-domain and ATP binding and hydrolysis at the
two NBDs.

Direct interaction of SLC26 with CFTR is mediated by the STAS domain and the regulatory (R) domain of
CFTR. Indirect interaction of the proteins occurs through binding of both SLC26s and CFTR to common PDZ
motif-containing scaffold proteins.



Acrosomal membrane of spermatozoa after its maturation in
normal and CF microenvironment
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MESA: Microsurgical Epididymal Sperm Aspiration
FPESA: Percutaneous Epididymal Sperm Aspiration
ﬂ TESE: Testicular Sperm Extraction

A TESA: Testicular Sperm Aspiration

ESE: Epididymal Sperm Extraction

MVSA: Microsurgical Vasal Sperm Aspiration
DISTA: Distal Seminal Tract Asplration

Recupero degli spermatozoi

N |TesE: TEsticular Sperm Extraction
.ﬂ MicroTESE: Micresurgical TEsticular Sperm Extraction

A (TESA):  TEsticular Sperm Aspiration







Fertility and Sterility® Vol. 101, No. 5 May 2014

Association of cystic fibrosis
transmembrane-conductance
regulator gene mutation with
negative outcome of
Intracytoplasmic sperm injection
pregnancy in cases of congenital
bilateral ahsence of vas deferens

Shaoming Lu, M.D.,® Yanyi Cui, M.5c.,” Xiao Li, M.B.,* Haobo Zhang, M.D.,® Jiaclong Liu, M.B.,?
Bin Kong, M.B.,” Feifei Cai, M.B.,* and Zi-Jiang Chen, M.D., Ph.D.?



TABLE 1

Comparison of ICSI| outcomes in men with CBAVD and in men with other types of OA.

No. of patients

Age of women (mean + SD)

Age of men (mean =+ SD)

No. of MIl cocytes (mean + SD)

No. of 2-pronuclei oocytes (mean + SD)

No. of good embryos (mean + SD)

No. of transferred embryos (mean + SD)

Rate of fertilization, %

Rate of good embryos, %

Rate of implantation, %

Rate of clinical pregnancy per embryo transferred, %
Rate of live birth per embryo transferred, %

Rate of miscarriage/stillbirth per embryo transferred, %
Rate of ectopic pregnancy per embryo transferred, %

* P< .05, statistically significant.
Lu. CFTR mutation in pregnancy with CBAVD. Fertil Sterif 2074.

CBAVD

531
28.80 + 4.86
29.96 + 4.84
12.90 £ 7.02

8.87 £5.15
511+ 404
2.04 £ 086
70.1
51.1
40.2
(264/531)
(186/531)
(63/531)
(

49.
35.
11.
2.8 (15/531)

7
0
9
8

Acquired OA

883
29.43 +5.02
29.42 +£5.02
12.76 £ 6.79

8.56 +4.96
454 + 355
2.02 +0.80

68.2

52.1

36.3
48.8 (431/883)

41 4 (366/883)

1(54/883)

2(11/883)

P value

123
187
.705
.246
.056
.584
.066
485
195
.783
.019*
.000*
.053
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CF lung inflammation

Untreated with CFTR modulators

Increased levels of Increased release of

pro-inflammatory cytokines neutrophil elastase bagroasediovaigiar
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VX-809 transcription
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of pro-inflammatory
cytokines




