3ayeM reHeTumka '
HY>XHa MeanLnHe

[eHeTMKa NOMOraeT BUAETb MPUYMHY, PUCK 1 BbIOOP /1EYEHNS.




[[€Hbl N 300POBbLE: CBA3b, KOTOPYH MOXXHO U3MEPUTH

OHK XpaHUT NHCTPYKUUK ANA KNETOK, a Heboblune
pasNnuuna Mmexay nrabMy BNUAKT Ha NpuU3Haku, 60/1e3HM
N OTBET Ha Tepanuio.
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Tpn ypoBHA OHOW CUCTEMBI

AHK MOXHO npefcTaBUTb Kak A/IMHHBIA TEKCT  [eH — 3TO OTAE/bHbIN hparMeHT 3TOol Xpomocombl cobmpatoT [IHK B KOMNaKTHYHO
C MuaIMoHamMu 6yks. B HEM 3alunpoBaHb! MHCTPYKUKMN. OH HECET cBeaeHns (hopmy BHYTpU sigpa. bnarogaps aTomy
KOMaH/bl, N0 KOTOPbIM K/IETKAa CTPOUT 6enku O KOHKPETHOM Gesike UM 0 TOM, Korga v roe  TeHeTudeckuii matepuan yao6Ho XpaHnTb,
N Nogaep>XKMBaeT paboTy opraHu3ma. 3TOT GEOK O/MKEH paboTaTh. KONMpoBaTh 1 NepefaBaTth KeTKam

npun geneHnn.



OT cmmnTOMa K AnarHosy

Y pebéHKa nosBnsaTcs Hecneumdunyeckne [eHeTUYecKnii TeCT NOMOraeT Cy3uTb Kpyr Korga amarHo3 noATBepXAEH, MEHSOTCS
CUMMTOMbI: CN1aboCTb, 3a/lepXKKa Pa3BUTUS, BO3MOXHbIX NPUYMH. BMecTo Aonroro neyeHne, HabnogeHne n obecnenoBaHme
yacTble MHPEKLUMN NN HEOBbIYHbIE novcka no MHOXecTBY 3a60/1eBaHNI Bpauu ceMbu. Bpaun MoryT 3apaHee

aHann3bl. Mo OTAENbHOCTM OHM Mas10 YTO nosyyatot 60s1ee TOUHYIO rMnoTesy OTCNEXMBaTb OC/TOXHEHUS 1 NPOBEPSATH

0OBLACHSAIOT. 3a HeANESIN. POoACTBEHHNKOB TPU HeO6XO,£I,I/IMOCTI/I.



TOUHbIN A3bIK A5 TOYHOrO AnarHo3a

[lepenaetca yepes3 AHK

HacnepncteseHHasa 60/1e3Hb CcBA3aHa C U3MEHEeHMeM, KOTOpOoe MPUCyTCTBYET
B IHK 1 MOXeT nepegasartbCs OT poAuTenen K AeTam. ITo He Bcerga 3aMmeTHo
cpaasy, HO B/INSIET Ha PUCK N HA CEMEWNHbIN aHaMHe3.

ECTb C poxaeHus

BpoXaéHHOe COCTOSIHME 0OHaAPY)XMBAETCH C POXAEHUS, OAHAKO ero NnpuymMHa
MOXET ObITb He HacneacTBeHHOW. OHO hoOpMUPYETCHA BO BPEMS Pa3BUTUS
nao4a Uiy BO3HUKAET B OTAE/bHbIX K/1ETKax 6e3 nepeaayn NnoTomMKam.

CX0oACTBO He O3HaYyaeT TOXAEeCTBO

Ob6a NoHATMA HepedKOo nepecekarTcH, HO nyTaTb UX HENb3s. [na Bpava 310
Ba)XXKHO: OT NPOUCXOXAEHNA COCTOAHUS 3aBUCAT NPOrHo3, HabogeHne
N HEOBXO4MMOCTb CEMeNHOro obcneaoBaHus.




[TyTb FEHETUYECKOro pe3ysibtata B MeauLuHe

[NocnenoBaTelbHOCTb OT 1TaGOPATOPHOro pesynbrara K KIIMHUYECKOMY PELLEHMIO

Tect AHK

Hann

— VIHTepnpeTtauna —j

cornocTaB/ieHune

KnuHmnyeckumn
KOHTEKCT

pelueHune

—

BbiBOA Bpaua

jnencreune

—>

HabnopeHne
Unn Tepanus



OOHO N3MEHEHNEe — pasHblie 3HayYeHus

UTO Takoe myTauus UTO Takoe BapuaHT [louemy BaxkHa nHTepnpetaums
MyTaumsa — 3T0 KOHKPETHOE N3MEHEHNe BapnaHT — 60/1ee HenTpasibHbI TEPMUH. Ona megnunHbl peluaroLllmm aBnaeTcs

B [JHK. B pa3roBope 310 C/10BO 4acTo OH 0603Ha4YaeT OT/IYaLLNACS Y4acTOoK CMbICN Haxoakn. OAnH BapuaHT Tpeobyer
3BYUYUT KakK CUHOHUM 60/1e3HU, XOTS camMo [OHK, KOTOpbIA MOXET HE BNATH HabMAEHUS, APYTrO NOATBEPXKAAET

no cebe n3MeHeHne eLé He roOBOPUT O ero Ha 3[0POBbEe, & MOXET ObITb BaXXHbIM [InarHo3, a TPeTUii noMmoraeT nogo6parb

nocneacTBuUsIX. AN anarHosa uav Teparum. NTeKapCcTBO 1 [03Y.



Koraa Hy>eH KaxkabI TeCT

[eHeTnyecKne nccneaoBaHns pelatoT pasHble 3a4aqu:
OJHW MLYT 60/1€e3Hb A0 CUMMTOMOB, APYrne NoAaTBepPXaatoT

AnarH0o3 nJjin nomMmoraroT Bbl6paTb 1EKapPCTBO. CKPUHUHT A0 CMMNTOMOB OLEeHKa pucka
narHoctuka MPU CUMMNTOMaX nogreepXxageHune rnpunynHbl
dapmaKkoreHeTnka npn nevyeHnn r|0,£|,60p Tepannn

OaWH 1 TOT Xe pa3aen MeguUnHbl UCNOJb3YET pasHble
TecTbl: AN pUcka, AnarHosa n 6e30nacHoro sieyeHus.



Koraa reHeTuka oCobeHHO nosie3Ha

l

HanTu TOYHYI0 NPUYUYNHY 136exaTb A0/roro noncka [loMOYb cemMmbe

[Mpwn pegknx 60M1e3HAX reHEeTUYECKNIA aHaIn3 [MoaTBEePXOEHHDbIV AMarHO3 cokpallaeT Pe3ynbrar nones3eH He TOJIbKO NauneHTy,
4yacTo faéT OTBET TaMm, rge ctaHgapTHbIe YMC/1I0 HEHYXXHbIX UCCieaoBaHuin HO 1 poACTBEHHMKaM. OH NOMOraeT NoHATb
obcnenoBaHna 40ONTO0 HE NOMoratT. ATO 1 NO3BONSAET CTPOUTbL 6os1ee ToUHoe HacnegoBaHne, OLEHUTb PUCK Y BMIN3KUX
0OCOOEHHO BaXKHO MPU MbILLIEYHOM HabnogeHne. Cemba nosiyvyaeT ACHoe N BOBpeMA 06CcyanTbL 06cneaoBaHme
ANcTpodhum, MykoBmncumao3se 1 HapyLueHUax 00bACHEHME CUMMNTOMOB N OPUEHTUPDI C BpayoM-reHEeTUKOM.

obmeHa BellecTB. A5 na/ibHENLMX Laros.



PNUCK KaK BEPOATHOCTb, a He NMpuroBop

[eHEeTNYECKUIA PUCK OLEHNUBAOT BMECTE C BO3PacTOM,
cpenon n cCEMeNHbIM aHaMHE30M.

[€Hbl NOBbLILLAKT BEPOATHOCTb, HO HE ONPEeAENIAT
ncxoa 6e3 yyérta aApyrux paktopos.

|/|]'II'II-OCTpaTI/IBHaFI cXema Mo npunHuunam reHeTn4eCckKoro KOHCyJs/ibTupoBaHUA

YcnosHas BEpPOATHOCTb

BepoATHOCTb

70
60

50

40

30

20

10 —

0

BasoBbIil puck

HacrneacTBeHHbIi
chakTop

CueHapuit

[eHbl 1 cpeda




[louemy neyeHme CTaHOBUTCA NepPCOHa/IM3NPOBAHHbIM

Y4yet ocob6eHHOCTEN NnauneHTa

[eHeTnYecKkunii Nponsib NOMOraeT NOHATb, NOYEeMY OAWH U TOT e ANarHo3 y pasHbIX
noaen Tpebyet pasHoro noaxoaa. Bpay yunmTbIBAeT HE TOMTbKO 60NE3Hb, HO M 0COBEHHOCTY
pPaboTbl reHOB, BAMSAIOLWMNE HA 3DPPEKTMBHOCTL 1 6€30MacCHOCTbL Teparnuu.

TouyHee B OHKO/OTnn

B OHKOMIOTMK MOJIEKYNISIPHBIE MAapKePbl NOACKa3bIBAIOT, Kakne npenapartbl AeACTBYOT
TOYHEEe U C MEHbLUNM PUCKOM MOOGOYHBLIX 3PEKTOB. DTO OCOBEHHO BaXXHO, KOraa
CTaHAapTHasi cxema faeT c/abblii OTBET UMW CINLLIKOM TSXKEN0 NePeHoCUTCS.

[1haH noa aAnarHos

Mpun peaknx 3ab6oneBaHnsaX reHETUYECKNI pe3ynbTaT YacTo onpeaensieT He 00y
cTpaTeruio, a KOHKPETHbIN NyTb HAOMOAEHUS, peabunuTauumn n noaaepxkn. Tak
NeyeHne nepecTaeT 6bITb LWAaGMOHHLIM U CTAHOBUTCSA AEACTBUTENBHO a/IPECHbIM.

MeHbLUe NULLIHEero

[MepcoHanu3aumst He OTMEHSAET K/TMHUYECKUIA ONbIT, a AOMNONHSAET ero AaHHbimu 0 AHK,
cuMnToMax n ceMenHom nctopun. Takor noaxod noMmoraeT nsbexarb JIULLIHNX
Ha3Ha4YeHN 1 COCPEeNOTOUMTLCA Ha TOM, YTO PeaslbHO MOME3HO.




dapmakoreHeTuka: oanH
npenapart, pa3Hblie OTBETHI

1. OueHnBarT MeTabonn3m

CHauvana oueHMBaloT, Kak reHeTUYeCcKMe 0COOEHHOCTM BNUSKOT HA OOMEH BelllecTBa Unn pabory
MULLIEHN NpenapaTta. 3TO NOMOraeT MOoHATb, KOMY HYXXHa cTaHgapTHasa A03a, a KoMy — APYroi
PEXUM NIeUYeHUs,

2. NopbupatoT npenapar

3arem Bpay conocTaBAAET BO3MOXHbIN reHeTu4eckuii adhdekT ¢ KOHKPETHbIM fiekapcTBoM. OauH
BapunaHT JHK MOXET yCKOpATb pacnaj npenapara, a Apyroi — NoBblIlLATb PUCK HEXeNaTe bHbIX
peakuuin n TpeboBaTb 6G0O/IEE OCTOPOXHOIO BblIGOPA.

3. [MNaHnpyroT KOHTPO/1b

Mocne Ha3HauYeHUs1 BaxkKHbl HAG/OEHME N KOHTPO/Ib: UHOTAA aHa/IM3 NOMOraeT 3apaHee
onpeaennTb, Koraa Hy>eH 60s1ee YacTblil MOHUTOPWUHT UM KOPPEKTUPOBKA A03bl. ITO CHUKAET
PUCK OLLMBOK Ha paHHeM aTane Tepanumu.

4. YTOYHAIOT pelleHue

dapMakoreHeTKa He 3aMeHsIeT Bpaya 1 He JaeT roToBoro pelenTa asns Becex crydaeB. OHa ' “I
[IeNaeT peLleHne ToYHee, ecnin pesy/bTaT MHTEPNPETUPOBAH BMECTE C AMarHo30M, BO3pacToM,
COMYTCTBYOLUMUN 6OIE3HAMWN U APYTMMU aHaTU3aMW.




OHKOOIn4A: reHbl PUCKaA U TEHbI OlYyXO0J1

HacneacTtBeHHbIN pUCK

Horaa 601e3Hb cBA3aHa

C HacneayembiM U3MEHEHNEM,
KOTOpPOE MNOBbILLIAET PUCK

Yy HECKOJ/IbKMX Y/1EHOB CeMbW. Takom
pe3ynbTaT BaXeH He TOMbKO

A5 NaumeHTa,

HO M O/19 POACTBEHHUKOB, KOTOPbIM
MOXXET NoHaa0buTLCcAa HabnaeHme.

. :,.!-‘

I3MeHeHnsA B Onyxosn

B camoin onyxosiv Toxe BO3HMKaKT
nameHeHna JHK, HO OHU

He 06A3aTefnibHO nepenarTca AeTAM.
AIMEHHO 3TN NpnobpeTeHHbIe
MyTauum 4acTo ONpPenensaoT,

KakK ObICTPO pacTeT Onyxosib

N Ha Kakue npenaparbl OHa OTBEYaeT.

I-" .
ST LW~ .
3 g\lw d

0

TecT ona cembi

HacnepncrtBeHHble TeCTbl NOMOrarT
MOHATb, €CTb /I B CEMbE
NOBbILLEHHAA Npeapacno/10KeHHOCTb
K HEKOTOPbIM Bnam paka. 310
No3BO/IAET 06CYyXAaTb
npodunIakTuKy, paHHee BblsiB/IEHME

n 6onee BHMMarTesibHoe HabnwaeHne.

TecT ana nedyeHunsa

AHanums onyxosn nuiet
6uonornyeckme 0CoO6eHHOCTH,
KOTOPbIE MOXHO UCMNO/b30BaTh
KaK MULLIEHU fieyeHus. bnarogaps
3TOMY Bpayu BblOMPaOT HE TOJIbKO
OOLLYIO CXEMY, HO U 60/1e€ TOUYHBI
Habop npenaparos.
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Kak Mapkepbl MEHAKOT JIe4eHne paka

1. OnpepnenaT Npodunb

CHauasia oueHNBaKT MOJIEKY/IAPHbINA
npounb onyxosun, YToObl NOHATH,
€CTb /11 NPU3HaKN, MEHSOLLNE
cTaHOapTHYO TakTuKy. be3 aTtoro
HEBO3MOXXHO OT/INYUTL Criy4vai, rae
10CTAaTOMHO HabMAEeHNS, OT cUTyauuu,
TPebyoLWen akTUBHOIO NNIEYEHUS.

2. BbibmpatoT cTpareruio

3aTemM COoMnocTaB/IAT MapKepbl

C AOCTYMHbLIMW BapuaHTamu Tepanuu:
onepauus, xmmmortepanusa, TapreTHble
npenaparbl Win MMMyHOTepanus.
BbI6op 3aBUCUT HE TOIbKO OT CTaauu,
HO 1 OT TOro, Kak yCTpOeHa cama
Onyxo/lb.

3. YTOUHAKOT fieyeHne

Ecnu mapkepsbl yKkasbiBatoT

Ha YyBCTBUTE/IbHOCTb

K onpeaenieHHoMY npenapary, /ie4eHune
cTaHoBUTCA 60s1ee agpecHbIM. ITO
MOBbILLIAET LWaHC OTBETA N NomMoraeT
N36exarb HEHY)XHOM TOKCUYHOCTU

OT MeHee NoAxXoAsALLMX CXEM.

4. KOppeKTnpyrT Kypc

[Mocne Havyana Tepannn mapkepsbl
NCMNONb3YIOT U A9 OLLEHKN ANHAMUKN,
Ecnu oTBeT cnabbiin, nnax
nepecMmaTpuBaloT paHblle, YeM 3TO
CTaUu10 Obl SICHO TO/IbLKO

N0 KIMHWYECKUM MPU3HaKam.



OrpaHnyeHuns reHeTn4yecKknx TecToB

Pe3ynbTaT TecTa NpoxXoAnT HECKO/IbKO 3TanoB, Npexae Yem CTaHOBUTCH OCHOBaHMEM A9 MEAULIMHCKOrO
peLUeHus.

FeHeTnyecKnn HeunsBecTHoe KnuHunyeckum PeweHne
— nposepka —Pp BapuaHnTt OHK —{ WHTepnpeTaLms }—b —— oueHka —Pp Puck owmnoku ——] KoHTekCT ] —— pelenue —>
TeCcT 3Ha4yeHune KOHTEKCT Bpaya
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OTnKa n 6esonacHocTb AAHK-oaHHbIX

IHdbopMKnpoBaHHOE cornacue

[eHeTnYeckne AaHHble KacatoTCsl He TO/IbKO CamMoro nauueHTa, HO 1 ero PoACTBEHHUKOB.
[M03TOMY 0COBGEHHO BaXKHbl NOHSATHOE MHPOPMUPOBAHUNE, 10GPOBO/LHOE cornacue
N AICHOE 0ObSACHEHWNE TOro, YTO UMEHHO ByaeT NPOBEPATHLCS.

KoHomaeHUMaNbHOCTb AAaHHbIX

JlocTyn K pe3ysibTatam A0/MKEH OblTb CTPOro OrpaHNYeH, a XpaHeHme — 3allnLLEeHo
TEXHUYECKM U OpPraHN3aLNOHHO. DTO CHMXKAET PUCK YTEUKN YYBCTBUTEIbHO
nHdbopMaLnn 1 HeNnpPaBUIbLHOMO UCMO/Ib30BaHUSA AAaHHbIX.

3awuTta oT AUCKpuMmnHauum

[eHeTnYeckne cBefleHns1 He NO/MKHbI CTAHOBUTLCS NMOBOAOM /151 OTKa3a B yuebe,
paboTe unn cTpaxoBaHUW. B MeanLIMHCKOW NpakTuKe 3almTta oT AUCKPUMUHALMN —
He bopMasIbHOCTb, a BOMPOC 0BEPUS K CUCTEME.

[TpaBO Ha BbIOOP

ITNKA reHeTUKN BK/IKYaeT U NnpaBo YyesioBeka He 3HaTb /InLHero. IHorga BaxHee
O6cy,£l|l/|TI:> C BpavyoOM TOJ1bKO TO, 4TO |LI,EI‘/JICTBI/ITEI'IbHO B/INAET Ha 300Pp0OBbE,
a He pacCKpbliBaTb BCE€ BO3MOXHbIE PUCKN CPas3y.




Kak MHTepnpeTupyrT pesynbsrar
B peasibHOW npakTuke

1. NpoBepka pe3ynbraTta

CHavana pesy/nbTaT NPOBEPSOT HA TEXHUYECKYIO KOPPEKTHOCTL: BaXHO Y6€AUTLCS, UTO
06Hapy)XeHHbI CUrHas AeNCTBUTENbHO OTHOCUTCS K HY)XKHOMY yyacTky AHK 1 He cBsizaH
C OLLMOGKOW aHanm3a.

2. ConocTtaBneHne ¢ KJIMHUKOW

3arteM gaHHble conocTaBNAT C CMMNTOMaMMN, BO3pPacToMm, CeEMENHOoM VICTOpI/IGVI N yxe
N3BECTHbIMU NCC1egoBaHNAMN. O,CI,I/IH N TOT XXe BapnaHT MOXET UMETb Pa3HOEe 3Ha4YeHne
B 3aBMCUMOCTU OT K/ITMHUYECKOWN KapPTUHbI.

3. CoBMeCTHOe 006cyxaeHune

Mocne aToro pesynbTaTt 06CyXAatoT COBMECTHO FeHETUK, Nnevalluii Bpad 1 naéopatopusi. Takoii
pa3bop NoMoraeT OT/IMYNTL AEeNCTBUTELHO 3HAUYMMbIN BapUaHT OT HaxoAku, TpeodytoLLei
JONONHUTE/TLHOTO YTOUHEHNS.

4. MegnumMHCKoe peLueHmne

®uHa/bHbI BbIBOA DOPMY/IMPYHOT OCTOPOXHO: MHOrAA AMarHo3 NoATBepXAaeTcsl, MHoraa Hy>KeH
MOBTOPHbI TECT NN HAbNAEHNE. Be3 KOHTEKCTA FEHETUYECKUIA OTBET MOXET ObITb MOMNE3HbIM,
HO HEeAOCTATO4YHbIM A5 AEACTBUSI.




Tepanuu 6yayLlero: ncnpasfieHNe NHCTPYKLUUY

OT ngeun K ne4yeHuto

[eHHaa Tepanna pasBMBaEeTCA Kak NonbIiTKka IEI,O6aBI/ITb K/1ETKaM
pa60L|y+o KONUIO reHa UM N3MeHUTb ero akTUMBHOCTb. ITOT MNoAaxon,

YXe NMPUMEHAROT MNMpPU OTAESIbHbIX HAC/1IEACTBEHHbLIX 3ab601eBaHuUsIX,
HO OH OCTaeTCA TEXHOJIOTNYECKN CJ/TOXHbIM.

ToyeuHoe pegakTnpoBaHue

PepaktupoBaHue AHK ¢ nomoubio CRISPR oTKpbINO NyTh K 60/1€€ TOUHOMY
BMeLlaTeNbCTBY B reHOM. [1oKa TeXHO/1I0TnsA akTUBHO U3ydaeTcs, riaBHbIM
orpaHnyeHnem ocraroTcs 6e30nacHOCTb, AOCTaBKa N KOHTPO/Ib TOUHOCTN.

[lepexop K NpakTuke

B 6yayLlemM Takme MeTobl MOryT cTaTb 60/1ee AOCTYNHbIMU AN 60/bLIEro yncna
6one3Hei. Ho ass 3Toro HyXXHbl JOMTUE UCTIbITAHUS, HAaAeXHasi OLLlEHKA PUCKOB U NMOHATHbIE
npaBuia NPUMEHEHUS B KNTMHUKE.
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Byayuwime npodeccun n HaBblKU B TEHETUKE

CneuuanncT no GuonHgopmaTke aHa/IM3NpPyeT 60/bLLINE MACCUBbI TEHETUYECKNX labopaTopHas anarHocTuka Tpebyet ymeHunsa pabotarb ¢ AHK-Tectamuy,
AaHHbIX N TTOMOra€eT OT/INYNTb 3HAYMMBbIN CUTHA OT LLyMa. be3 Takux HaBbIKOB KOHTPO/IMPOBATb Ka4eCTBO U NMOHUMATb OrpaHnyYeHnss MeToao0B. D710
reHOMHas MEANLIMHA HE CMOXET paboTaTh TOYHO 1 MACLUTA6HO. OCHOBa HaJleXXHOro pe3y/sbTaTa, Ha KOTOpbI 3aTeM ONMpPaeTCcsa Bpau.

KNMHNYECKnii reHeTrK CBA3bIBAET AaHHble aHa/In3a ¢ CMMNTOMamKn, CEMeNHO NCTOPUE N puckamu AN POACTBEHHMKOB. VIMEHHO 3/1ech
nabopaTopHbIi pe3ynbTaT NpeBpaLlaeTcs B MeANLIMHCKOE peLLeHme.

OHKONorma ctaHoBUTCA BCce bornee MOﬂeKyﬂﬂpHOVI: Bpayy Ba>KHO buocTtaTtucTmka nomoraeT npasu/ibHO YnTaTb UCCNea0BaHUA, OTIMYaTb
NOHMMAaTb He TO/bKO CTaauto 60ne3H|/|’ HO N TeHeTnyYeckmne ocobeHHOCTHn AdOKa3aHHbl€ BbIBOAbl OT CﬂyanIHbIX COBI’I&.D,GHVIVI N oueHnBaTtb HAOEXHOCTb TECTOB.
OMyXOSN. ST0 MeHsaeT Bb|60p Tepanuu 1 noaxon K Ha6ﬂ|‘0,ﬂ|eH|/||'0. Be3 3Toro c/10XHO NpUHMMaTb 060CHOBAaHHbIE PeLleHns B MeanLMHe AaHHbIX.
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[eHeTnKa nomMmoraeT BuaeThb 00/blle, HO pellaeT
KOHTEKCT

[eHeTuKa aenaet MeanLNHY TOYHee, HO He OTMEHSET
BpayebHoe MbillieHne: pe3ynbTtaTr UMeeT CMbIC/T TOMbKO
BMECTe C CMMMNTOMamMun, CEMENHON UCTOPUEN N cpenon.
/IMEHHO B 3TOM COeAMHEHUN U POXAAeTCH COBpeMeHHas
TOYHOCTD.



