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B Hacrosmeld WHCTPYKIHH IO TpPUMEHEHUIO (Jajiee — HMHCTPYKLIHS)
IpeJICTaBJIeH MEeTO/ ofnpeesieHus myTaiuil 7 sx3oHa reHa FGFR1, 7, 9 ak30HOB
FGFR2, 7, 10, 13, 15 sk30oH0B reHa FGFR3, npuBomsiiux K pa3BUTHUIO
cuHapomoB Armnepa, Mronke, I[ldaiibdbepa u apyrux KpaHHOCHHOCTO3OB,
O0yCIIOBJICHHBIX MyTalusiMd  (akTopoB pocta (ubpodiactoB (Q75.0),
KpaHuodanuaibHoro nuzocro3a (Q75.1), taHatopopHbIX auchiazuid 1 u 2
tunoB (T1 u T2, Q77.1), axornporutazuu (AXII, Q77.4), runoxoHapoIia3uu
(I'XTI, Q77.4), KOTOpbIif MOXKET OBITH UCIIOIB30BAH B KOMIIJIEKCE MEAULIMHCKUX
yCIJIyT, HaMpaBJICHHBIX Ha JMArHOCTUKY YKa3aHHBIX BPOXKICHHBIX aHOMaJIUU
KOCTHO-MBIIIIEYHON CHCTEMBI.

W3nokeHHBIH METOJ IMpejlHa3Ha4YeH JJisi Bpaued 1abopaTopHON
JHArHOCTUKH, Bpayel-reHeTUKOB U MHBIX Bpayel-CrelMaliCcTOB OpraHu3annit
3npaBooxpaHeHuss [II-IV TexHonoruyeckoro ypoBHs OKa3aHMsI aKyIIEpPCKO-
TMHEKOJIOTHYECKOR U TePHHATAILHOM MOMOIIM B aMOYJIATOPHBIX YCIOBUAX U
(M) CTAUMOHAPHBIX YCIOBHSX, U (WIM) B YCIOBUSIX OTICNCHUS THEBHOTO
npeOBIBaHUSI.

Iloka3anus K NPpUMEHECHHIO .

1.  Kpanumocunocros, Q75.0.

2 Kpanuodauuansueiii quzoctos, Q75.1

3. ManeHbpKuil poct He COBMECTHMBIH € XKH3HEIO, Q77.1;
4 Axonpgporasus, Q77.4;

5 ['unoxonapormasus, Q77.4.

IIpoTnBoNOKa3aHusi A5l MPUMEHEHHs

OTCyTCTBYIOT.

Ilepeyenr HEeOOXOAMMBLIX MEIMUIMHCKHX H3JEIHH, PacXodHbIX
MaTepUAaJioB

MemuunHCKHEe W3EeNUs W peareHThl, amnmnapatHoe K IpOorpaMMHOe

06CCH€‘{€HHC, HCIIOJIB3YEMBIC IIPH BBIIIOJHEHHU MOJICKYJ/IIPHO-IE€HETHYCCKUX
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UCCJIEJOBAaHUN C TMpPUMEHEHUEM TEXHOJOTUM CeKBeHHpoBaHUs 1o CaHrepy
OOLIENPUHSATHIMUA METOJaMHU.

OnucaHue TeXHOJOTHH MPUMEHEHUsI MeTOAa

1.  BriaBnenue 3abosieBaHHM, OOYCJIOBJIEHHBIX MyTallsIMA B TeHax
peuenTopoB (hakTopoB pocta GuOpoOIACTOB, TPOSBIISIOIIMUXCS BPOXKIEHHBIMU
aHOMAaJIUSIMU KOCTHO-MBILIIEUHON CHUCTEMBI, OCYILECTBIISIETCS MIPHU BBIITOJIHEHUH
nabopatopHbIX uccienoBanuii 7 sk3oHa reHa FGFR1, 7, 9 sx3oHoB rena FGFR2,
7, 10, 13, 15 »x30oH0B rema FGFR3 c¢ wHcnosab3oBaHHEM TEXHOJOTHHU
cekBeHHpoBaHus 10 CaHrepy MO CTAHAAPTHOMY MPOTOKOJy. HykieoTuaHas
I0CJIE0BATEIbHOCTE IpaliMepoB, HEOOXOAUMBIX JJI BBINOJIHEHUS YKa3aHHEIX
HCClieIOBaHM M, MpuBeeHa B Tabnuie 1.

Tabmuna 1 — HyxieoruaHas mOCI€10BATENBHOCTE IPAWMEPOB IS
nabopaTopHeIX uccnenosanui 7 ok3ona rena FGFR1, 7, 9 sk3onos rena FGFR2,

7, 10, 13, 15 sx30H0B rena FGFR3.

I'en DK30H IlocnenoBaTeIbHOCTD Hnnna TTLP
MPOAYKTa
(map
OCHOBAHUU)
FGFR1 7 (F) - CCCCAGCTCTGTTTTGAGAGGC 404
(R) - CCCGAGACAGTGGTCTCCTTCC
FGFR2 | 7 (F) — GGTCTCTCATTCTCCCATCCC 325
(R) - CCAACAGGAAATCAAAGAACC
9 (F) — CCTCCACAATCATTCCTGTGTC 257
(R) -
ATAGCAGTCAACCAAGAAAAGGG
FGFR3 1 (F) - CGGCAGTGGCGGTGGTGGTG 299
(R) - CCAGCCCAGGAGCCCCAGCG
10 (F)— CCTCAACGCCCATGTCTTT 249
' (R) — AGGCAGCTCAGAACCTGGTA
13 (F) - GTGCAGAGCAGGGCTGGGGGC 240
(R) - GCTCCTCAGACGGGCTGCCAG
15 (F) - GGTGGAGAGGCTTCAGCCCT 217
(R) - GCCAGGCGTCCTACTGGCATGA
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2. JluarsHo3 ycTaHaBJIMBAETCs COIVIACHO NUArHOCTUYECKUM KPUTEPUSIM

(Tabnuia 2).

Tabmuua 2 — JuarHoctuyeckue KpuTepuu 3a0ojeBaHUM, 00YCIOBIEHHBIX

MyTallUIMH B

refgax

peLenTopoB

¢hakTopoB

pocta

budpobnactos,

IMPOABIIAOINUXCA BPOXKIACHHBIMHA aHOMaJIUSIMHU KOCTHO-MBIILIEYHOH CUCTEMBI

Jnarnos JluarHocTrdeckue KpUTepuu 3a00eBaHul, Kon
00yCITIOBIIEHHBIX MyTallMsIMH B reHax penenrtopos | MKDB
¢dakTopoB pocta pubpo6IaCTOB, TPOSBIAIOLIUXCS 10
BPOX/ICHHBIMH aHOMAJIUSIMU KOCTHO-MBIILIEYHON
CUCTEMBI
4 Hanwyue (+), orcyTcTBHUE (-) ,
Myranuu 7 Mytamuu 7,9 | Mytauuu 7, 10,
5K30Ha reHa sk30HareHa | 13, 15 sk30HOB
FGFR1 FGER2 rena FGFR3
AXII - - : wuh Q77.4
c.1138G>A
(p.Gly380Arg),
¢.1138G>C
(p.Gly380Arg)
XTI - - + Q77.4
c.1620C>G
(p-Asn540Lys)
TH1 - - + Q77.1
c.742C>T
(p.Arg248Cys),
c.1118A>G
(p.Tyr373Cys)
j 1) - - + ) sk
c.1948A>G
(p.Lys650Glu)
cuHIpoM Anepa - = a— Q75.0
c.934C>G
(p.Ser252Trp),
SUR IS €
(p.Pro253Arg)
KpaHuodalinaabHbIi = A OH.1
IA30CTO3 c.868G>C c.1172C>A
(p-Trp290Arg), | (p.Ala391Glu)-
c.1025G > A L
(p.Cys342Tyr),
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c.833 G>T

(p.Cys278Phe),
c.866 A> C

(p.GIn289Pro)

cuHapoM MroHke - - i Q75.0
c.749C>G
(p.Pro250Arg)

CUHIIPOM = - - Q75.0
[Mpaitbdepa AT B €

(Pro252Arg)




