TECT-HABOPbDI «MPOHTO»

Habopsbl [pOHTO OCHOBaHbI Ha MeToAax cneumdrUyYecKon aNoHraumm 3oH4a Ha OVH HYKIEOTUA, U UMMYHOMEPMEHTHOIO
aHanusa aj1s Ka4eCTBeHHOM aetekumm mytaumin B IHK, BbIAENEHHON 13 LLeNbHOM KPOBW.

Pak mono4Hoi xeneabl (PMXX) — Hanbonee WMPOKO pacnpocTpaHEHHOEe
OHKOJIorMyeckoe 3aboneBaHve y XEeHLLUVH, NpuBoasLLEee K JieTanbHOMY
nexony. Puck passutns PMXK B TeuyeHue Xn3HU gns oGO XeHLMHbI
cocTtaBnseT 12,5%. B cemeiHbix (Hacnenyembix) dopmax PMXK B 50% (B
HekoTopbix nonynaumsx Ao 90%) Bcex cnydyaeB o6HapyXuBaloTCs MyTa-
umm B reHax BRCA1 n BRCA2. Okono 30% xeHwmH monoxe 30 net ¢
anarHo3om PMXX aBnsoTcs HOCUTENAMU Taknx MyTaumi.

B HOpMe 3Tu reHbl perynvmpyloT pocT KEeTOK U SBASIOTCS OMyXOneBbIMU
cynpeccopamu. OgHako, GyHKLUN MYTaHTHbIX FEHOB MEHSIIOTCS, MPUBOAS
K HekoHTponupyemomy penexuto. Mytaummn B BRCA1 obecneumBatot
36-85% puicka pa3BuTUS OMyx0JiM MOJIOYHOW Xenesbl B Bo3pacTte oT 70
net n 16-63% purcka BO3HMKHOBEHMS paka SSU4HUKOB. BepoaTHOCTb pas-
BUTUS KOHTpanatepanbHOro paka MOJSIOYHOM Xenesbl B TeHEHNE XU3HN Y
HOCUTENEen MyTaLmmn cocTaBnsieT no oueHkam 64%. Puck ans HocuTenei
myTaumm B BRCA2 cpaBHMM ¢ TakoBbiM B ciydae ¢ BRCA1 B cnyyae ¢
OnMyxonsiMM MOJIOHHOM Xene3bl U CYLLECTBEHHO HUXE B CllyYae C pakom
ANYHUKOB (16-27%).

MyTauun B 060Mx reHax accoLMMpyloTCs Takke C MOBbILLIEHHON BEPOSAT-

HOCTbIO MOSIB/IEHMS OMNYXOJIei APYroi nokanuaaumm: B npoctarte, noaxe-

NYA0YHOW Xenese, XXen4HoM My3blpe/MPoTOKE, XenyaKe, ropTaHn 1 KOXE.

O6HapyxuTb MmyTaumm B reHax BRCA ¢ BbICOKOW BEPOSITHOCTbIO MOXHO!

* Yy NauUVEeHTOB C OTHOCUTESIbHO PaHHUM Pas3BUTUEM OMyXOei MOMOYHOM
xXenesbl Un AnYHNKoB (0o 50 net);

* Yy noaen, poacTBEHHUKAM KOTOPbIX MNOCTaBneH AuarHos PMX,
accoummpoBaHHblii ¢ BRCA, nockosibky 9T MyTauumu nepegaioTcs no
ayTOCOMHO-A0MMNHAHTHOMY MEXaHU3My.

Mpu 06HapyxeHUn MyTaLuii y 300POBbIX HOCUTENEen ocoboe 3HavyeHune
npuobpeTtaeT npoBeaeHe NPoduUNaKTUHECKNX MEPONPUATUIA Y XEHLLMWH
B Bo3pacTe ¢ 25-35 neT:

- ExemecsiyHoe camoo6cnefoBaHe MOJIOYHON Xenesbl;

+ KnuHuyeckoe ob6cnenoBaHe MOJSIOYHOW Xenesbl pa3 B noaroaa-rof;

+ Mammorpadua pa3 B rog (6osiee 4yBCTBMTENIbHOW OKa3blBaeTCsH
MarHuUTHO-pe3oHaHcHasi ToMmorpadus);

+ WHTpaBarnHanbHoe Y3W opraHoB Manoro tasa pas B Nofiroga-rof;

+ OnpepeneHne KoHueHTpauun CA-125 B nnaame pa3s B rof;

+ [Ina npepoTBpalleHns paHHen maHudecTaumm UCnonb3yeTcs XxemoTe-
panus (TamokcudeH), B HEKOTOPbIX Clyd4asx nokasaHa npodunaktum-
yeckasi MaCTaKTOMUS UM 00POPIKTOMUSA.

+ B HacTosiwmin MOMEHT Hanbonee 4acTo AeTEKTUPYEMbIMU MyTaUUaIMU
apnsoTcs 185delAG, 5382insC B reHe BRCA1 u 6174delT B reHe
BRCAZ2.
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HaGop MpoHTo BRCA no3BonseT AeTeKTMpoBaTb
OAHOBPEMEHHO TpuU MyTauuu, onpegensiowme
reHeTU4YecKylo NpeapacrnosiodXeHHOCTb K paky
MOJIOYHOW Xene3bl U ANYHUKOB.
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MpocTas yHuduumpoBaHHas ans Bcex Habopos npoueaypa.
B03MOXHO eOnHOBpPEMEHHOEe ornpenesieHne HeCKONbKMX
MyTauun.

Mpu aHannse kaxaon MmyTaumm NpoBOAAT ABE peakuun, YTo

nossonsieT aupdepeHLMpoBaTb rOMO- U reTepo3nroTHoe

COCTOSIHWE MO onpenensieMon MyTaumm, a He TONIbKO e€ Ha-

nuyme. 970 Xxe obecneymBaeT BHYTPEHHUIA KOHTPOSb peak-

LMK, MOCKOJNIbKY OKpacka [O/KHAa MOsIBUTLCS XOTsi Obl B

O[IHOW 13 ABYX JIYHOK.

Bbicokasi cneumduyHOCTb 1 HyBCTBUTENIbHOCTb aHanM3a.

MpocToe BM3yanbHOe AeTEKTUPOBaHNE, UCKOYaloLLee aTarn

anekTpodopesa. B cooTBETCTBUM C OCHaLleHeM nabopa-

TOpUM pe3ysibTaT MOXHO MONY4YUTh:

- BU3yaslbHO;

- doTorpaduposaHmem (GoTo- nan BUAEOCUCTEMON, BXO-
nsiuleli B ctaHaapTHbIN komnnekT MUP-o6opynosaHms);

- C WCNONIb30BaHWEM MWKPOMaHLWeTHOro doTomMeTpa
(ctaHpapTHOe obopynoBaHve Anst UMMYHODEPMEHTHOIO
aHanusa).

MpsiMoit pedynbTart, XxapakTepuayioLLMiA YHUKaNIbHYIO nocse-

posartenbHocTb JJHK, MOXeT ObITb Nonyy4eH 3a oanH pabo-

YN OeHb.




QTANbl AHAJIN3A

1. NMpo6onoaroToBka — Bblae- 2. AMnandukaumsa Tectmn- 3. Moct-MNMUP obpaboTka — 4. YonvHeHne me4yeHoro 5. AeTekTnpoBaHune
nenvie AHK n3 uenbHom pyemoro dparmMeHTa reHa NHaKTUBaUns OJIUFOHYKIEOTUAHOIr0 30HAA 1 NHTEpnpeTaums —
kpoBwu (50 - 300 mkr/mn) metogom MUP HYKN1EOTUAOB Ha OAVH HykneoTua — oud- LBETHAsA peakums B

(20 - 90 MuH) (90 MuH) (40 MuH) depeHumaLmsa AMkoro Tuna MWKpOMaHLeTe
1 mytaumm (20 MuH) (30 muH)
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» DIAGNOSTICS

HABOPbl CEPMU PRONTO AOJ191 AHAJIN3A MYTALLIUNA

(U3paunb)

leHeTUYecKkas NpeapacnosioXXeHHOCTb

F9903
F9923

F9905
F9909
F9910
F9979
F9949
F9911
F9907

Pronto ApoE, k 60ne3Hu AnbLreiMepa, KOpoHapHbIX cocynos (annenu €2, €3, €4), 48 nauneHToB

Pronto ThromboRisk, k Tpom603am (C677T B reHe MTHFR, G1691A B reHe daktopa V Leiden, G20210A B reHe
npoTpomMbuHa (daktop Il)), 32 nauneHta

Pronto Factor V (G1691A), 96 naumeHTOB

Pronto Prothrombin (Factor Il) (G20210A), 96 nauneHToB

Pronto MTHFR (C677T), 96 naumeHTOB

WarfarinRisk (CYP2C9 x 2, CYP2C9 x 3 n 1639G>A B reHe YKORC1), 32 naumeHTa

Pronto Hemochromatosis, k remoxpomato3sy (C282Y, H63D, S65C), 48 nauneHToB

Pronto BRCA, k paky MmosiouHoi xene3dbl (185delAG, 5382insC B reHe BRCA1; 6174delT B reHe BRCA2), 48 naumeHTOB
Pronto APC, «k paky npsmoit kuwku (3920T>A (11307K) B reHe APC), 96 naumeHTOB

AunddepeHumanbHas gmarHocTuka

F9904
F9965

Pronto FMF Screen, cemeiiHasa cpeam3emMHomopckas nmxopaaka (M680I1, M694V, M694l, V726A, E148Q), 24 naupeHTa
Pronto Plex AAT, neduvumnt anbdal-aHtutpuncuHa (annenu PiS, PiZ), 96 naumeHToB

CKpMHMHI’ Ha HOCUTEJIbCTBO U nNpeHaTaJsibHaa AguarHoctuka

F9946
F9901
F9945
F9900
F9948
F9906
F9931

Pronto CF Euro-1, mykoBucumnos (AF508, G542X, R1162X, W1282X, N1303K, 1717-1(G>A)), 24 nauneHTa

Pronto CF Basic, mykoBucumao3a (AF508, G542X, W1282X, N1303K, 3849+10Kb), 24 naupneHTta

CF5T, mykoBucumnnos (5T), 48 naumeHToB

Pronto Gaucher, 6onesHb lowe (84GG, IVs2+1, N370S, D409H, L444P, V394L), 24 nauneHTa

Pronto FD, cemeiiHas ansastoHomus (2507+6 T>C), 96 naumeHTOB

Pronto Canavan (693 C>A, 854 A>C), 48 nauneHTOoB

Pronto Bloom/Fanconi, cuiapom Bnyma/annactnyeckas anemust @aHkoHu (6-bp del/7-bp ins, IVS 4+4 A>T), 48 nauneHToB

[PYIIIIA KOMITAHUIA
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