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Vysledky morfologické depistaze
Lynchova syndromu v obdobi 2013-2016
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SOUHRN

Zavedeni systému depistaze Lynchova syndromu na pracovistich patologie v Plzni vedlo v letech 2013-2016 k diagndze 24 pfipadd, z toho 20 prezentujicich
se kolorektalnim karcinomem. V 8 z téchto 24 piipadud byly detekovany germinélni mutace MMR gend, které predtim nebyly v databazich evidovany jako
patogenni. V celkovém souhrnu byla sice cetnost Lynchova syndromu u pacientl s kolorektalnim karcinomem pouze 0,34 %, po zavedeni systému univerzal-
niho imunohistochemického vysetfovani exprese MMR (mismatch repair) proteinG ve viech kolorektalnich karcinomech diagnostikovanych v Siklové dstavu
patologie vsak ¢etnost pripadli Lynchova syndromu za rok na tomto pracovisti doséhla az 2,4 %. Nase vysledky svédci ve prospéch univerzalniho imunohisto-
chemického screeningu Lynchova syndromu v pfipadech kolorektalniho a endometrialniho karcinomu oproti vybérovym depistaznim metodam zalozenym
predevsim na klinickych, méné i morfologickych znacich. Vyssi efektivita univerzélniho screeningu nespociva pouze ve vyssi senzitivité imunohistochemického
vysetreni, ale i v mozné automatizaci procesu a tim zvyseni adherence k depistazi i patologli pfimo nezainteresovanych v managementu Lynchova syndromu.
Plosné zavedeni narodniho univerzalniho depistazniho systému vsak vyzaduje podporu ze strany statni spravy a zdravotnich pojistoven.
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Results of morphological screening for Lynch syndrome during the period 2013-2016

SUMMARY

The introduction of a screening system for Lynch syndrome in pathology laboratories in Plzen yielded 24 diagnoses of Lynch syndrome during the period of
2013-2016, 20 of them presenting with colorectal cancer. In 8 of those 24 cases germline mutations of MMR genes, previously not recognized as pathogenic
with certainty, were detected. Although the frequency of Lynch syndrome in patients with colorectal cancer was only 0.34 % in total, following introduction of
the universal immunohistochemical investigation of MMR (mismatch repair) proteins expression in all colorectal cancers examined in Sikl’s Institute of Patho-
logy the frequency per year in this department reached 2.4 %. The results favor universal immunohistochemical screening for Lynch syndrome in colorectal
and endometrial cancer cases over a selective approach based on a combination of clinical and morphological criteria. Increased effectiveness of the universal
approach is not brought about only by higher sensitivity of the immunohistochemical examination per se, but also by the possibility of automation of the pro-
cess leading to increased adherence even of pathologists not directly engaged in Lynch syndrome management. However, the introduction of a nation-wide
universal screening system requires support from the government and health insurance companies.
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SEZNAM ZKRATEK MMR: mismatch repair
MSH2: mut S homolog 2

BL: Biopticka laboratof s.r.o., Plzef MSHé: m'ut S homglog 6 - o -
CMMRD: constitutional mismatch repair deficiency, syndrom konsti- Msl: microsatellite instability, nestabilita mikrosatelitd

tuéniho deficitu MMR gen(i MSI-H: microsatellite instability - high, vysoky stupen nestability
CRC: colorectal carcinoma, kolorektaIni karcinom mikrosatelitd
EPCAM: epithelial cell adhesion molecule MsS: microsatellite stable, stabilni mikrosatelity
FAP: familiarni adenomatézni polypéza MTS: Muir - Torreho syndrom
HNPCC: hereditary non-polyposis colorectal cancer, hereditarni ne- MUTYH: mutY homolog

polypdzni kolorektalni karcinom PMS2: postmeiotic segregation increased 2
LS: Lynchav syndrom RBG: revidovand Bethesda guidelines
MLH1: mut L homolog 1 Sup: SiklGiv Gstav patologie Fakultni nemocnice Plzen a Lékatské

fakulty Univerzity Karlovy v Plzni

Lynchlv syndrom (LS) je autozomdlné dominantné dédi¢ny
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ny prikazem germindlni inaktiva¢ni mutace nékterého z MMR
gen(, genu EPCAM nebo germinalni metylace promotoru genu
MLH1 (tab. 1)(1). Nej¢astéji postizenymi MMR geny pfi LS jsou
MLH1 a MSH2 (dohromady vice nez 80 %)(2), dale nasleduje
MSH6 (10 %). Vzacnéji mohou dysfunkci MMR protein(, a tim
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