©OEJEPANBHOE FOCY[JAPCTBEHHOE
ABTOHOMHOE OBPASOBATENLHOE
YYPEXAEHVE BbICWETO
OBPA3OBAHWSA "POCCUNCKUN
HALVOHAIbHbIV
VCCNEAOBATENLCKM
MEVNLIMHCKIA YHUBEPCUTET
VIMEHW H.11. 1POTOBA"
MUHCTEPCTBA 3[IPABOOXPAHEHNA
POCCUCKOW ®EAEPALINN

OIIEHOYHBIE CPEJICTBA (CUTYALIMOHHBIE 3AIAUN) JUISA
IMPOBEJIEHUS TOCYJAPCTBEHHOI UTOTOBOM ATTECTAIIUM

IO CIIEMAJIBHOCTMU 31.08.30 «'EHETHKA»

CuryanuonHas 3ajayva 1

Ha mpueM Kk Bpady-reHETHKY HEBPOJIOrOM HAIpaBleHa JeBOdYka, 2-X JieT. JleBouka ot 1-ou
OepeMEeHHOCTH, MPOTEKaBIEH Ha (OHE recTo3a, CPOUYHBIX POJIOB C MPUMEHEHUEM BaKyyM-3KCTPaKIUH
wionaa, ¢ Becom 2940 r, munoit Tena 50 cm, o Anrap 7/8 6amios. Beinrcana cpa3sy. Co 0B poauTeei,
710 6 MecsIeB pa3BUBalIach MO BO3PACTY, B HACTOSIIMA MOMEHT OECIOKOUT 3aJepXkKKa ICHXOPEYCBOTO
pa3BHUTHS, CMEX U XJIONAHBE B JIAJIONIKH, YACTO BHE CBS3M C KaKOH JINOO MPUIMHOM, CyA0pOrH (e010T B 6
MECSIIEB), HEJIOBKOCTh MpH Xoan0e. B denorume: mukporedanus, yIIOMCHHBIA 3aThUIOK, TUIOILIA3US
BEpPXHEH 4enmocT, mporHarus. Ciyx, 3peHrue B HOpME, IAHHBIX 332 BPOXKICHHBIC TIOPOKH Pa3BUTHS HET.

Bomnpocsr:

1. YcranoBuTe npeaBapUTeIbHbINA JUarHo3, 000CHYHUTE ero.

2. Kakue MeTopl 00CIIeIOBaHUS HCIIONB3YIOTCS ISl TIOATBEp KIeHus qrarHo3a? Kakoit Hanboiee
uenecoobOpazeH. OOBSICHUTE pe3yNIbTaT 00CIEeIOBAHUSI.

KonwsocrTao Ananwy
KOMWH MOTHNMDOBI AN
H19-1 [Hhol]  [TT007575570 |~ 0% 045 ]
H19:1 [Hhal]  |11-001.976110 034 05
H19-1 [Hhal]  |11-001.976230 104 053
MEG3-1 [Hhal] |14-100,361810 098 049
MEG3-1a_[Hh . |14-100,362090 N | 08
NESP55-1 [H. |20-056,348340 0% 0.2
PLAGLI-2 [H_ [ETR3MET0_| 105 046
PLAGL1-2 [M._. |06-144.370970 0% 05
GRB 10-Intr. 1 _ [07-050,818010 1.01 05
|GRB 10-intr 1 [07-050.518250 058 043
IMEST-1 [Hhal| [07-129,918600 0.5 052
MEST-1 [Hhal] [07-128.918330 08 0.45
KCNQ10T 1-1_[11-002677130 097 051
KCNQ1OT11_[i1002677610 | 100 05
MEG3 6 [Hhol] [14-100440560 | 106 | 052 |
|MEGEntr 5 [ [14-100.440630 056 05
SNRPN-Intr 2 15022751230 095¢
SNRPN-Intr 2 [15-022. 752250 101

3. Kakoe obcnenoBaHue cieayeT Ha3HauuTh B Clyyae MOJO3PEHHUS HA OJHOPOIUTENBCKYIO
JMCOMMIO 10 pe3yJIbTaTaM MPOBEIEHHOIO UCCIEIOBAHNS?

4. Kakoe npoucxoxJieH1e uMeeT 00Hapy EeHHOE HapyIIeHue?

5. Ilepeuncnute Bce n3BecTHBIE Bam mMpuuuHbI, NPUBOAIINE K TaHHOMY CHHAPOMY?

6. Kakoli puck MOBTOPHOTO pOXKIEHHS peOCHKAa C JaHHBIM CHHIPOMOM B HaHHOH cembe? Kakme
MEpOIpUATUS (KCCIeOBaHMs) HEOOXOOUMO MPOBECTH JJIsi OLEHKH pUCKA IMOBTOPHOTO POXKACHUS
pebeHKa ¢ JaHHBIM CHHAPOMOM B JTAHHOU ceMbe?

HNHuTepnpeTupyiiTe 3anmuch pe3yiabTaTa 00cae0BaHus POIUTEICH:

Kapuotun otna: 45,XY ,der(15;15)(q10;q10)

Kapuotun matepu: 46,XX.

7. KakoB pUCK MOBTOPHOTO POXJIEHHsS peOeHKa C JaHHBIM CHHAPOMOM C Y4Y&TOM pe3yjbTaToB
o0cieioBaHUi poauTenen?

8. C xakuM auarto3om cienyet 1uddepeHupoBaTh JaHHbIH CHHAPOM?

CuryanuonHas 3ajava 2



Ha mpueM K Bpady-reHETHKY HEBPOJIOrOM HANpaBIeH MallbYHK, 4 MecsIeB, pOKIACHHBIA oT 1
OepeMEeHHOCTH, TIPOTEKaBIICH 0€3 OCIOKHEHUH, CPOUYHBIX CAMOCTOSTEIBHBIX pojoB, ¢ Becom 2830 T,
mmaHou Tenma 51 oM, mo Amrap 7/8 OamroB. Beimmcan cpasy. Co CIIOB pOIUTENCH, C POXKIACHUS
HaOmrogaercst cinaOblii KPHWK, MBIIIEYHAs CIA0OCTh, B HACTOSIIMIA MOMEHT OCCIIOKOUT 3ajiepiKKa
MOTOPHOTO M TICHXUYECKOTO Pa3BUTHSI, TPYJHOCTH C KOPMIICHHEM, CHUKCHHBIN anmeTuT. B denorure:
Y3KH 100, MUHIAJICBUIHBIC TJ1a3a, TOHKAsE BEPXHsIsA T'y0a ¥ OIMYIICHHBIH BHU3 YTOJIKH PTa, aKPOMHUKPHSI.
Cnyx, 3peHre B HOpME, IaHHBIX 332 BPOKICHHBIC TIOPOKHU PA3BUTHSI HET.

Bomnpocsr:

1. YcraHoBuTE NpeBapUTENbHBIN qHarHo3, 000CHYHTE €ro.

2. Kakme wmerompl oOcienoBaHuss HEOOXOAMMBI ISl MOATBEpACHUs muarHo3a? Ilepednciure
HauOoJee 1eaecooOpasHeble.

3. O0BsICHUTE PE3YNHTAT MPOBEIAEHHOTO 00CICIOBAHUS.
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4. KakoBO MPOUCXO0’KCHNE OOHAPYKEHHOTO HapyIIEHUs ?

5. Ilepeunciute Bce n3BeCTHBIE Bam MpuuuHbI, MPUBOAIINE K TaHHOMY CHHAPOMY?

6. Kakoli puck MOBTOPHOTO pOXKIEHHS peOCHKAa C JaHHBIM CHHIPOMOM B JMaHHOH cembe? Kakune
MEpOIpHUATUS (KCCIeOoBaHMs) HEOOXOOUMO MPOBECTH JJIsi OLEHKH pHUCKA IMOBTOPHOTO POXKACHUS
pebeHKa ¢ JaHHBIM CHHAPOMOM B JJAHHOU ceMbe? (MpeyiaraeTcs pe3ynbTaT 00cae10BaHus)?

7. B ciiydae oTpuLIaTeIbHOrO pe3ysbTara UCCiIel0BaHus], Ha3HaueHHOro Bamu B 1.2 kakue MeTo1bl
JMAarHOCTUKH HEOOXO0MMO PEKOMEHI0BATh C LEJIbI0 YCTAHOBICHMS JUarHosa’?

8. C xakuM Auarto3oM cienyet 1uddepeHuupoBarh JaHHbIH CHHAPOM?

CuryaunonHas 3ajgaya 3

Ha mpueme neBouka, 4 roaa.

KanoOsl: penuauBHpyOIKE pecrnupaTopHbie WHGeKmuH (10 3—4 SMHU3070B B T'0J), Kallelb C
OTXO0XJICHUEM BSI3KOH MOKPOTHI, HEYCTOMYUBBIM CTYJI.

Anamue3 3a0osneBaHus: mepBbiidi omu3zon OPBU B Bo3pacte 3 MecsieB, COMPOBOXKIAIOIIHNACS
JUIMTEeNbHBIM KanuieM. B 3 roja mepenecna nepBblii 3MM30]] MTHEBMOHHMHU, KOTOPHIE MOBTOPSUIUCH U B
nanpHemeM. J[IUTEeIbHOCTh pecnupaTopHbIX MH(pekuuit B cpeaneM coctasiser 2—-3 Henenu. C 6
MecseB y peOeHKa HeyCTOMUMBBIH, KauieoOpa3HbIi CTyII.

AHaMmHe3 XH3HU: peOeHOK oT 2-ii GepeMeHHOCTH. Pojbl camocTosiTenbHble, Ha cpoke 39 Helelnb.
Bec npu poxaennn 3200 r, muHa - 52 cM, oreHka mo mkane Amnrap 7/9 6. JlaHHBIX 0 HEOHATaTbHOM
CKPUHHUHIE HET (BO3MOXKHO He npoxoauia). CeMelHbli aHaMHe3 He OTATOLIEH, cTapIlinii OpaT 3710pOB.

[Tpu ocMmoTpe: neBOYKa MPAaBUIBHOTO TEIOCIOXKEHHSI, HU3KOTO nuTanus. Bec - 14 kr, poct - 97 cm.
[leproanuecku nmoxakamiuBeT, Bsias. Koxka Onexnas, Typrop cHuxkeH. JKUBOT B3AyT, MpH Majiblallu
nedyenp +1,5 cM u3-noj kpasi pedepHoi TyTu.

[lenuatp HampaBwil peOEHKA Ha KOHCYIbTALNIO K TeHETUKY

Bonpocsr:



1. YcranoBute npeaBapuTeIIbHBINA TUAarHO3, 000OCHYWUTE €ro.

2. Kakue maGopaTtopHble METOIbI OOCIEIOBAHHMS HEOOXOAMMBI JIJIsl MOATBEPXKICHUS aMarHosa?
[lepeuncnure Haubonee uenecoodpasHbie. Kakue UHCTpyMEHTaJdbHBIE METOJBl 00CIEeIOBaHUS
He00X0IMMO MpoBecTU?

3. OOBsicHUTE pPe3yabTaThl IPOBEAEHHOTO 00CIETOBAHUS.

4. Kakue MOJIEKYJISIpHO-TEHETUYECKHE METOJbl JUAarHOCTUKH HEOOXOIMMO HCIOIb30BaTh IS
MOJTBEPXKAeHUS nuarno3a? B kakom nopsiake?

5. Uro Bbl oxupaere B pe3ynbTare NnpoBeneHus wuccienoBaHusi? CylIecTBYIOT JIM Ma)KOPHbIE
MyTaIluy B 3TOM reHe (Ipu 3ToM 3a001eBaHnN)?

6. Kakoii Tun HacnenoBanus 3a0osieBanus? J[aiiTe XapakTEPUCTUKY 3TOMY THITy HaclIeOBaHUSI.

7. Kakoii pucK TOBTOPHOIO pOXkAeHUS peOeHKa ¢ JaHHBIM 3a00JIeBaHUEM B 00CIIETOBAHHON CeMbe?
Kakue mepornpustus (uccienoBanusi) HEOOXOJUMO MPOBECTH ISl OLICHKU PUCKA MOBTOPHOTO POXKICHUS
pebeHKa ¢ JaHHBIM 3200JIeBaHUEM B 0OCIICIOBAHHON CEMbe?

8. C KakMMH COCTOSHHSIMA HEOOXOAMMO NPOBOJHUTH AU((HEPEHINAIBHYIO IUATHOCTUKY 3TOTO
3aboseBaHus?

9. Kakue merompl Tepanuu 3Toro 3a0oneBanus Bei 3Haere? [ e pe6&Hok Oyner HabmOaTHC?

CuryauunonHas 3agaya 4

B MeaMKo-reHeTHYecKyl0 KOHCYJBTAlMI0 o0paTwmiach JeBodka 5 jer. JXKamoObl Ha OTCyTCTBHE
peun, mpoOieMbl B OOIIEHHM M OOYYEHHH, arpecCHBHOE MoBeAeHHWe. |'eHeasorndyeckuii aHamHe3: 3TO
BTOpOWi pPEOCHOK B CeMbe, cTapmas cecTpa M pOJUTETH 310poBbl. Ha MOMEHT HacTyIuieHUs
6epemenHocTy Matepu Obuio 33 roga. Ponsl cpouHsble, myTeM KecapeBa ceueHHUs. Bec mpu poxaeHUH
2840 rp, muHa Tena 47 cM, OKpY»KHOCTh TostoBbl 33 cM. OrieHka 1o mkajie Anrap 6/8. B poamome 6but
JMAarHOCTHUPOBAH BPOKJEHHBIM IOPOK CepAla: HaAKJIalaHHBIM CTEHO3 JIETOYHOW aprepun. HepsHO-
MICUXWYECKOE PAa3BUTHE: CAMOCTOSTENIFHO XOIUT ¢ 27 MECSIIEB, IEPBHIE CIIOBA MMPOU3HOCHT ¢ 42 MecCSIIeB.
B nepBble 2 roga orMevanuch TPYAHOCTH IpU KopmileHuu. B 4 roga Oblna omepupoBaHa MO MOBOLY
COJPY’KECTBEHHOT'O KOCOTJIa3Hs.

@deHoTUITMYECKHE OCOOEHHOCTH: MHKpoledanus, nepuopOUTaibHas IMOJHOTA TKaHEW, SMMKAaHT,
“3e3quatas’ pajay’KKa, IJIOCKas IEepeHOCHIla, BBIBEPHYTHIE HO3ApH, OONBIIOW pPOT, MOJHbBIE TYyOBI,
MaJIeHbKHE 3yObl, MyMoYHast IPhlka (CM. PUCYHOK 1).

dusnveckoe pazputre: Bec 13,5 kr (MeHee 3 nepuentuisi), poct 101 cm (3 - 10 mepueHTHIIb).

WHTenneKT: Bepa)keHHOE CHIDKEHHE.

OCOOCHHOCTH  TIOBEJICHHS:  arpeCCHMBHOCTB, OTMEYAeTCsl  ayTroarpeccus, npoOJIeMbl B

KOMMYHHKAIUU, TUIICPAKTUBHOCTD, CTCPCOTUIINH, PA3APAKUTCIBHOCTD

Pucynok 1. @denotun  pebOEHKA [Eur ] Hum Genet 22, 64-70 (2014).
https://doi.org/10.1038/ejhg.2013.101].




Bomnpochsr:

1. YcranoBuTe npeaBapyUTEIIbHBINA JUATHO3, OOOCHYHTE €ro.

2. C KakuMH CHHIPOMAaMH HEOOXOAMMO TIPOBOJHUTH KIMHUYECKYIO auddepeHInaibHyO
JMAarHOCTHKY ATOTO 3a00JIeBaHMs?

3. KakoBa atnomnorus storo 3adoneBanus? K kakoli rpyrie HaclIeICTBEHHBIX 00JIe3HEeH OTHOCUTCS?

4. Kakue Mmetonpl oOcienoBaHUs HEOOXOOMMBI Ui MOATBEpXKIAeHHs nuarnosa? Ilepeumciure
HauOoJIee 1eaecoodpasHeIe.

5. Wutepnperupyiite 3aIUCh pe3yJbTara oOcienoBanusi  peOEHKa: arr[hg19]
(7)(q11.23911.23)(72717345-74133310)x1

6. Eciiu Ob1 y manuenTta ¢ 0osiee MATKUM (DEHOTUIIOM Jefienus Oblia Obl He OOHapy>KeHa, KaKoe
oOclieioBaHlEe HEOOXOIUMO PEKOMEHIIoBaTh? bByner Jim 3TO0 TMOATBEpXkKIaTh TUArHO3, KOTOpbIA Ber
noctaBuiu (B 1.1)?

7. Yo BKJIIOYAET IpOrpaMMa JIEYEHHS U peaObUIuTallK [TallueHTa C 3TUM CUHJIPOMOM?

8. Kakoli MOBTOPHBIA PUCK POXKACHUS OOJIBHOTO ITUM 3a0ojieBaHMEM peOeHKa B 00CIeT0BaHHON
cembe?

9. Kakme wmeronpl NpOQHIAKTHKH HEOOXOIUMO NPUMEHUTh B JaHHOW CEMbE C IEIbI0
MPEJOTBPAICHHS POXKICHUS 00JILHOIO PeOEHKA, B TOM YHUCIIE C 3TUM 3a00sieBaHHEM?

CuryaunonHas 3ajga4a 5

B Menuko-reHeTH4ecKyr0 KOHCYIbTAlUI0 00paTuiics MalbuukK 6 siet. XKanoObl Ha CHIDKEHUE CityXa.
['eHeanoruveckuii aHaMHE3: 3TO BTOPOW PEOCHOK B CEMbE, CTapIlas CecTpa W POTUTEIN 3J0POBHI, y
0a0ymIKi TIO OTIIOBCKOW JIMHUM TETEPOXPOMHUS PAIYyKKH W Oenas mpsab BoJioc. Pomwl cpouHbie,
ecrecTBeHHbIe. Bec mpu poxaennn 3250 rp, mmHa tena 50 cm. Ornenka mo mkane Anrap 8/9. HepeHo-
MICUXMYECKOE PA3BUTHE: CAMOCTOSTEIBHO XOMUT ¢ 12 MecsneB, mepBbie cloBa NpousHocuT ¢ 11,5
MecstieB. B 6 MecsmeB Obuta  AMArHOCTHpPOBaHA Oo0Je3Hb [ WpHINpyHTa, IMMOATBEPXKICHHAS
THCTOJIOTHYECKH, TI0 MIOBOAY 4Yero onepupoBad. B 1,5 roga poautenu craan oTMeuaTh CHIDKEHHE CITyXa,
MIPUXOAUIIOCH HECKONBKO pa3 MOBTOPATH oOparieHue k pedeHky. MeToqoM ayauoMeTpHH yCTaHOBJIECHA
HEeHpoceHCOpHas TYroyXocTh. V3 aHaMHe3a TakKe U3BECTHO, YTO B MJIaJICHUECTBE y pebeHka Obuta Oenas
Mpsiib BOJIOC HAJ TOOM, KOTOpasi CO BpeMEHEM UcUe3a.

@DEHOTUTTUYECKHE OCOOCHHOCTH: IIMPOKas TEPEHOCHIIA, CBETJIO-TOJNyOble TJla3a, BBICOKOE
pacnojoKeHHe yriia MpaBoii JonaTku (CM. pUCYHOK 1).

dusnueckoe passurue: Bec 20 kr (25 - 50 nmeprientnib), poct 116 cm (50 - 75 mepreHTHIb).

A B
Pucynok 1. ®enorun maruenral https://doi.org/10.1016/j.joto.2018.05.005]



https://doi.org/10.1016/j.joto.2018.05.005

Bomnpocsbr:

1. VYcraHoBute mnpenBapuUTEIBHBIN JUArHo3, OOOCHYWTE ero (Ha30BUTE JIUAarHOCTHYECKHUE
KPUTEPHUH).

2. Kak nacnenyercss nanHoe 3a0onieBanre? COOTBETCTBYET JIM POJOCIOBHAS CEMbU ITOMY THITY
HaCJIeIOBaHMs? APryMEHTUPYHTE OTBET (HEOOXOIMMO COCTAaBUTH POJIOCIOBHYIO)

3. Kakme meroapl oOcienoBaHusi HEOOXOAMMBI JJIsi MOATBEpXAeHUs auarHos3a? Ilepeuncnure
HauOoJIee 1eaecoodpasHeIe.

4. NaTepnpeTupyiTe pe3yabTaT 00cieqoBanus peoéHka:

[TpoBeneHo 9K30MHOE CEKBEHHPOBAHUE! oOHapyKeHa naToreHHas MyTaIHst
NM:001122659.3(EDNRB):c.828G>T (p.Trp276Cys) (OMIM:*131244.0001) ; opounamop Ooaxicen
nPOOEMOHCIMPUPOBAMb YMEHUE NONb308AMbCS CCOLIKAMU HA OA3bl OAHHBIX).

5. Uto He0OXOAMMO BBIITOIHUTH TSI IOATBEPKACHUS 3HAYMMOCTH U MATOTEHHOCTH 00OHAPY)KEHHON
MYTaIl¥ B Pa3BUTHH 3a00JI€BaHUs y peOEHKA?

6. Kakoii puck poxxaenust 601pHOT0 peOEHKa B TAHHON CeMbe MPH clieayroleil 0epeMeHHOCTH?

7. Ectb 1mu puck s cuOca (cecTpbl) yHacieoBath 3ty mytaruio? Tpedyercs i e€ o0cienoBars?

8. UTo BKIIIOYAET mporpaMma JieUeHUs 1 peadMINTaluy MalueHTa ¢ 3TUM CHHIPOMOM?

9. Kakume wmerompl NpOPUIAKTUKA HEOOXOJUMO IPHUMEHUTh B JIaHHOW CEMbE C IEJbIO
MPEOTBPAICHHS POXKICHUS 00JILHOTO PeOEHKA, B TOM YHUCIIE C 3TUM 3a00JieBaHHEM?

CuryaunonHas 3ajgaya 6

Ha npuem kx Bpauy-TeHETHKY 0OpaTHiach CEMbsl ¢ MAJIIBYMKOM 2 MECsAla M0 HAIpaBJICHUIO Bpada
neauaTpa W HEBPOMATOJIOTa B CBS3M C HAJIMYHEM BPOXKAEHHOTO IMOpOKA CepAlla U CYJOPOKHBIM
CHHJIPOMOM JUIsI MCKJIFOUCHHS HACJIEJICTBEHHOTO XapakTepa MaTOJOTMU WJIM TOCTAHOBKM JMArHo3a, a
TaKXKe JJIsl YTOYHEHHs IIPOTHO3a MOBTOPHOTO POXAEHUS OOJBHOTO peOEHKa TMpH  CIeAyroIei
OCpEeMEHHOCTH.

Pe6énok ot Il GepemennoctH, | poaoB (IIUTENbHBIM OE3BOMHBIN MPOMEKYTOK, IUTEIHHOE
CTOSTHHE TOJIOBKH B POJIOBBIX MyTsAX). Bec mpu poxxaenun — 2850 r., poct — 50 cM, oleHKa Mo IKaje
Anrap 6/7 6amnos. IlepBasi 6epeMeHHOCTh pepBaiach Ha cpoke 6 Hexenb Ha porne OPBU.

Bo Bpemsi GepeMEHHOCTH MaTh OTKa3alach OT MPOBEAEHUsS NMPEHATANIbHOro CKpuHUMHTa u Y3U
wiona. C MepBBIX CYTOK KH3HH OTMEUYAIUCh TOHHYECKHE CyIOpPOTH. BBUT BRISABICH BPOKAEHHBIH MOPOK
cepaua.

[Tpu ocmoTpe OOHApYKEHBI MUKPOAHOMAIHMH Pa3BUTHS: KOPOTKas IIesi, KOPOTKHHA HOC C Y3KUMHU
HOCOBBIMH XOJaMH, 3arHYTHI 3aBUTOK JICBOM YIIHOHW pPAaKOBWHBI, JJIUHHBIE TOHKHE WAaJBIBI PYK,
IIMPOKHNA OOJIBIION Taselr KHUCTH.

Pe3ynpTaThl KIMHUYECKUX aHAIW30B KPOBU M MOUH B Mpeienax peepeHCHBIX HHTEPBAJIOB.

bruoxumuueckuii aHamu3 KpOBH Ha 2 CYTKHM KHM3HH: COJAEp)KaHUE KanbLus B KpoBH 1,58 Mmoib/n
(Hopma mnst geteit 1o 6 mec. - 2,3-2,5 MMoIIB/IT), OCTalbHBIE MOKAa3aTeldn B Ipeneiax pedepeHCHBIX
3HA4YEHMI.

OXO-KI': MmHOXkecTBeHHbIE Ae(PEKTHI MEXIKETYTOUKOBOM MEPEropoaku, AePeKT MeKIIpeIcepaHON
MIEPEropoIKH, T0OABOYHAS JIEBasi BEPXHSS 1OJIast BEHA, BIIAIA0MIasi B KOPOHAPHBIA CHHYC

Hetipoconorpadusi: pacmmpenrne 60KOBBIX KETYJOYKOB.

CemeiiHbIil aHaMHE3 HE OTATOIIEH HACIEICTBEHHBIMM 3a00jeBaHUsAMHU. bpak He pOICTBEHHBIH.
Ponurenu monozas! u 310poBbl. OcoOeHHOCTEN (heHOTUNA Y pOoIUTENeH He OOHApYKEHO.

Bomnpocsr:

1. HazoBute Haumbosiee BEpOATHBIA NpeABAPUTEIbHBIA JUMArHO3, HA30BUTE JMArHOCTHYECKHE
3HAYMMBbIE CUMIITOMBI JJIS1 IIOCTAHOBKHU MPEABAPUTEIHHOTO IMAarH03a B JAHHON KIMHUYECKOH CUTYaIUH.

2. Uto sBIsIETCS MPUYWHON HEOHATAJHLHOTO CYIAOPOKHOTO CHHIpOMa y peOEHKa B JTaHHOU
KIMHUYECKON cuTyanuu? Kakue nmpuduHbl HEOHATAJIBHOTO CYAOPOMNKHOIO CHHAPOMA HACJEeICTBEHHOU


https://www.ncbi.nlm.nih.gov/clinvar/variation/16633/

stuosorun  Bel  3Haere? C KakuMU CHHAPOMAaMH HEOOXOAWMO TMPOBOAUTH  KIMHHUYECKYIO
mudepeHIaNbHYIO THarHOCTUKY 3TOT0 3a001eBaHUsI?

3. KakoBa atnosorus storo 3aboneBanus? K kakoil rpyrie HacieCTBEHHBIX 00JIE3HEH OTHOCUTCS?

4. Kakue metonsl oOcieloBaHUS HEOOXOAMMBI JUIsl MOATBEpKIeHus nuarHosa? Ilepeuucnure
HauOoJIee 1eaecoodpasHeIe.

5. UnaTepnperupyiiTe 3anuch pe3yibraTa 00cieqoBanus peOeHKa:

arr[hg19] 220q11.21(18645354 21465750)x1

6. Eciiu Ol y manmeHTta aenernusi Oblia Obl HE OOHapy)KeHa, KaKoe 00CIeqOBaHMEe HEOOXOAUMO
pekoMeH1oBaTh? byneT iu 3To moATBEep)KAaTh AMArHo3, KOTopsiid Bel mocTaBumu (B 11.1)?

7. Yo BKJIIOYAET MpOrpaMMa JIeYeHHS ¥ peabuIuTaIMK MallieHTa ¢ 3TUM CUHJIPOMOM?

8. Kakoil mOBTOpHBIN PUCK POXKIEHUS OOJHLHOTO 3TUM 3a00JieBaHHMEM peOeHKa B 00CIIeI0BaHHOM
cembe? Kakue meponpusTust HEOOXOAUMBI JJIsl YTOUHEHHS TEHETUYECKOro prcKa?

9. Kakme wmetonsl TpO(HUIAKTHKH HEOOXOJUMO TPHMEHHUTh B JIAHHOH CEMbE C MEJbI0
MPEJOTBPALICHUS POXKICHHUS OOIBHOTO PeOEHKA, B TOM YHCJE C STHM 3a00JIeBaHUEM (B 3aBHCHUMOCTH OT
pe3yiabTaToOB 00CIEAOBaHUS POUTENCH)?

CuryauuonHas 3agaya /

K Bpauy reHeruky oOparuiach CeMbs 1O TIOBOJY YTOUHEHHUS MPHUYMUHBI  3aJCPKKU
MICUXOAMOIIMOHAIIBHOTO ¥ HHTEJUIEKTYAIbHOT'O Pa3BUTHUS y ChIHA 8 JIET ¥ MPOTHO3a TOTOMCTBA.

Pe6énok ot |l Gepemennoctu, Il pomoB ¢ anmuTenbHBIM O€3BOAHBIM MPOMEXYTKOM. Bec mpu
poxaenuun — 3200 r., poct — 51 cm, omenka 1o mkaine Anrap 8/9 6anios

Pannee ncuxomoTopHoe pazButue 6e3 ocobennocreil. B Bozpacre 10 1 roxa Ha ¢oHe TemmepaTyps
npu OPBU ormeuamuch cymoporu (omHOKpaTHO, Oojee He moBTopsumich). llocie 3-x ner oOpaTwin
BHUMaHUE Ha 3aJep’KKy (OPMHUPOBAHUS peYM, C JETbMH KOMMYHHUIUPYET IUIOXO, THUIEPAKTUBHOE
MOBE/ICHNE, KOHTAKT TJla3a B IJla3a €CThb, 3XOJAIMs, AU3APTPHsI, OTMEUAIOTCS CTEPEOTUINH (HE 4acTo),
yuuTcs B 1-M KOppPEKIIMOHHOM KJ1acce 0011e00pa3oBaTeIbHOM IIKOJIBI.

ITpu ocMoTpe oTMeUaroTcst JU3MOpPPUUECKUE YePThl CTPOSHUS: HE3HAUUTENbHO YUIMHEHHOE JIUIO
U OTHOCUTEJIBHO YyBEJIMYEHA HIDKHSS YEIIOCTh, YIIHBIE PAKOBUHBI KPYIHBIE, OTTOIBIPEHHBIE;
wiockocronue |-11 crenenu, npomnanc MUTpaIbHOTO KJlanaHa.

B ximHnYeckux 1 OMOXMMHUYECKUX aHAJIM3aX KPOBU U MOYM MATOJOTMH HE OOHAPYKEHO

O0I' — 06e3 ocobenHocreir. MPT — maronmorum He oOHapyxkeHo. Ponurenu 3710pOBBI.
Hacnencreennsie 3aboneBanus orpuniatoT. EcTh 3mopoBast 1oub, 18 ner.

[To naHHBIM ceMeMHOro aHaMHe3a JABOIOPOJHBIN A peOEHKa (ChIH POJHOUM cecTphbl 0A0YIIIKH 10
JMHUYM MaTepy) CTpagaeT JIErKOH CTENEeHbI0 YMCTBEHHOW oTcranocTH. PomHol crapmmii Opar (57 ner)
MaTepu CUMTaeT cedsl 370pOBBIM, HO MOCIEAHUN Toj HaOII0AaeTcsl y HEeBpoJora Mo MOBOAY Tpemopa
NaJbLEB KUCTU (CUUTAET, YTO Ha (pOHE CTpecca); UMeeT ABYX 3[0POBbIX JeTei (oub, 20 ner, u cbiHa, 15
TIET).

Bomnpochsr:

1. HazoBuTe Hanbosee BEpOSATHBIN MpeIBapUTENbHbIN 1uarHo3. OTBeT 00oCHYyiiTe.

2. C kakumu 3a00JICBaHUSIMH HEOOXOIMMO MPOBOIUTH TU(PPEPSHIHATBHYIO JHATHOCTUKY, KaKue
pe3yNbTaThl 00CIe0BaHNs U KOHCYIbTAIMM KaKUX CIIELUAINCTOB AJI TOr0 HEOOXOIMMBI.

3. KakoBa stuosorus storo 3aboneBanus? K kakoif rpymrme Hacae1CTBEHHBIX 00Je3HEeH OTHOCUTCS?
Kaxk nacnenyercs?

4. Kakue Mmetoapl oOcienoBaHUs HEOOXOOUMBI Ui MOATBEpKIAeHHsA nauarHosa? Ilepeuncnure
HauOoJee 1eaecoodpasHbIe.

5. UnaTepnperupyiiTe 3anuck pe3yibraTa 00cieqoBaHus peOEHKa:

6. Ecnu 6b1 y manuenTa obcienoBanue, Ha3HauyeHHOE Bamu, oka3anock Hepe3ylbTaTUBHBIM, KaKoH
CJIEYIOIIUH Iar HEOOXO0IUMO TPEANPUHSATH?



7. CeMbs TIaHUPYET MPOJOJDKUTH JAeTOpoXkaeHre. Kakol MOBTOPHBIM PUCK POXKACHHUS OOJBHOTO
3TUM 3aboJjieBaHneM pebeHka B oOcnenoBaHHOW cembe? Kakue Meponpuaruss HEOOXOAMMBI st
YTOYHEHHS] TEHETHYECKOIro prcKa?

8. OueHute pucku 1Jis JeTel 1 BHyKOB OpaTta MaTepH.

9. Pomnas cectpa mpobanma oOparmiack K BaM 3a KOHCynbTalMeidl CIyCTsl MSITh JIET I10
HAIpPaBIICHUIO aKylllepa-TUHEKOJIOra B CBS3HM C OecruiogweM B Opake, HM3KUM ypoBHeM AMI, HU3KUM
OBapUaIbHBIM pe3epBOM. MOKET Jin 3TO OBITH CBs3aHO ¢ Oose3Hbl0 € Opara. Kakue myrtu penieHus
poOIeMBbI 1eTOPOXKAeHUS Bl MOXeTe eil mpenoxKuTh?

CuryanuonHas 3ajayda 8

B Meauko-reHeTHUYECKyl0 KOHCYJIbTAlMIO oOOpaTwiack MaThb ¢ Mainbuukom (16 1er), mo
HANpPaBIICHUIO TIEAMATpPa W KapJuoJIora C LEeJIbI0 YTOUYHEHHUs AMarHo3a, MpOorHo3a 3/10pOBbs, BhIOOpa
TaKTUKU JICYCHUS U HAOIIOCHUS.

Anamue3 3a0oyieBaHMs: MajdbuuK OT 1-ro Opaka, 1-0ff OepeMEHHOCTH, pOC U pPa3BUBAICT
COOTBETCTBEHHO BO3pacTy. B paHHeM nercTBe HaOmrojasics y4aCTKOBBIM IEAMATPOM: U3MEHEHUH CO
CTOPOHBI CEpPACUYHO-COCYJUCTON CHUCTEMBl y IMAllMEHTAa HE BBIABIECHO, NMPU3HAKOB HEIOCTATOYHOCTH
KpOBOOOpaInieHus: He ObLIO.

VY manuenTta B Bo3pacte 6 JieT ObUT BBIBICH MOJBBIBUX XpYyCTaluka, B 7 JIET, MO JaHHBIM
sxokapauorpaduu cepila, - MPOJANC MUTPATBHOrO KIamaHa, OHKCUHEHTPUYHOE PAaCIOJIOKEHUE
AOpTAJILHOTO KJamaHa, TpaOekyna B JeBOM kenyfaouke. C 8 5eT mepuoanyecKkd CTanu OecrOKOUTh
Hoomme 0oiau B cepaue mnpu (pusnyeckon Harpyske, cepAleOHeHue, 4TO IMOCITYXKHIO MOBOAOM JUIS
o0cIieIoBaHMsI MAIMEHTa B YCIOBHIX CTallMOHAPA.

®enotun: poct 166 cm, Bec 36 KI, aCTEHUYECKOTO TEIIOCIOKEHUS, ApPaXHOJAKTUIINSA KUCTEH U CTOII,
aCUMMETpUYHAs KWIEeBHAHAas JedopManus TpyAHOH KIETKH, KHU(OTUUecKas OcaHKa, NMPaBOCTOPOHHUMN
IPYIHOH, JIEBOCTOPOHHUHN NOSICHUYHBIA ckonno3. B obnactu cepauna ormeuaercs mynbcanus Bo II-1V
MexpeOepbe (M/p) cneBa. AycKyabTaTUBHO: | TOH Ha BepXyllke ocialieH, HaJ Bcell 00JacTbio cep/ua,
MaKCHUMaJIbHO Ha BEpXYIIKE, BBICIYIIMBaeTCs TpyOblil cucronmueckuil mym, B III mM/p - kopoTkuit
JUACTOJIMYECKUN LIYM.

CeMmeiiHbIl aHaAMHE3: OTATOLIEH MO CEpAEYHO-COCYIUCTBIM 3a00J€BaHUSAM, NEAYIIKA MO JIMHUH
OTIIa yMep B Bo3pacte 28 JieT, MpuirHa He ycTaHOBJIeHA. B Bo3pacte okoso 35 jiet ymep orer, mpudnHa
CMEPTH - pacCciIauBaroIIasiCsi aHEBPU3Ma AaOpThl. Y MaTepu B HACTOSIIUA MOMEHT BTOpPOM Opak, OT
KOTOpOTO €CTh 3/I0pOBasi 104b (8 JeT).

Bomnpochsr:

1. HazoBuTe Hanbosee BEpOSTHBIN MpeIBapUTeNIbHbIN quarHo3. OTBeT 000CHyHTE.

2. C xakuMu 3200J€BaHUSIMU HEOOXOAUMO MPOBOAUTH IU(B(PEpEeHINATBHYIO TUArHOCTUKY, KaKue
pe3yabTaTbl 00CIENOBaHMS M KOHCYJNbTAllMM KaKUX CIEUUAIUCTOB JJIS 3TOr0 HEOOXOAUMBI.
[TontBepxnaroT a1 Bam npenBapuTenbHbIi 1MarHo3 3T 00CIe10BaHU?

3. KakoBa atnomnorus storo 3aboneBanus? K kakoit rpyrie HacIeICTBEHHBIX O0JI€3HEH OTHOCHUTCS?
Kak nacnenyercs?

4. Kakue metonpl oOcieloBaHUS HEOOXOAMMBI JUIsl MOATBEpXKIeHus nuarHosa? Ilepeuucnure
HauOoJiee 1enecoo0pasHbIe.

S. WuTepnperupyiite 3aMuch pe3yJsprara oOcnenoBaHus peOénka:
NM_000138.5(FBN1):c.6920G>C  (p.Cys2307Ser) [OMIM:* 134797.0002, dbSNP:rs137854457];
(opounamop dondicen npodemorHcmpuposames ymeHue noab308amvpCs CCbLIKAMU HA 0A3bl OAHHBIX).

6. Ecnu OBl y marnuenTa obcnenoBanue, Ha3HaYeHHOE Bamu, oka3anock Hepe3ylbTaTUBHBIM, KaKOH
CIIEYIOIINI TIar He0OX0AMMO MpeANpUHATH? O3HAUaeT JIU 3TO, YTO TUATHO3 UCKITIOUEH?


https://www.ncbi.nlm.nih.gov/clinvar/variation/16422/
https://www.ncbi.nlm.nih.gov/snp/rs137854457

7. CeMbs TIaHUPYET MPOJOJDKUTH JAeTOpoXkaeHre. Kakol MOBTOPHBIM PUCK POXKACHHUS OOJBHOTO
3TUM 3aboJjieBaHneM pebeHka B oOcnenoBaHHOW cembe? Kakue Meponpuaruss HEOOXOAMMBI st
YTOYHEHHS] TEHETHYECKOIro prcKa?

8. OueHuTe pUCKH AJs JeTei 00ClieJOBAHHOIO MajbuuKa B OyIylleM, Kakue MpoQrIaKTUYECKue
MEpbI MOKHO OyJIeT peKOMEH/10BaTh MPH ITAHUPOBAHUH JETOPOXKICHHS.

9. Kakoe neueHue moka3aHo MaueHTy, He0OX0UMO JIM JUCTIaHCePHOE HaOIto1eHue?

CuryanunonHas 3ajaya 9

K Bpauy reneTuky oOpaTHiiach CEMbs 110 PEKOMEHIALMU Bpaya HEOHATOJIOTa POJI0Ma C BOIIPOCOM
0 HEOOXOMMOCTH 00ciIeI0BaHUs HOBOPOKAEHHOTO chbiHa. Poaurenam no 30 ser, ceMelHblii aHaMHe3 He
otsironiéH. Ecte 3m0poBas qoub 7 et (ot | 6epemennoctn). || 6epeMeHHOCTh — BBIKHBIII HA Cpoke 7-8
He/eb.

Pe6€nok ot Il GepemenHocTn, mporekapmield ¢ Tokcuko3om B | tpumectpe, B Il Tpumectpe —
cienpl Oenka B Moue, yMEpeHHbIe OTEKH Ha Horax. KoMOMHMpOBaHHBINM NpeHaTanbHbIA CKpuHUHT | 1 1]
TpuMmecTpoB He mnpoBoauics (otka3). Poxer Il cpounble, ocnoxHuBIIMECS C€Ia0OCTBIO POIOBOM
nestenpHocTH (I mepuon — 18 wacos, |l mepuox — 30 mun). [IpoBoauIack CTUMYISIMS OKCHTOLIMHOM.
Ouenka no mkaine Anrap 7/8 6amioB. 3akpudan MoCie OTCACHIBAHUS CIIM3U M3 BEPXHUX JIbIXAaTEIbHBIX
MyTeHl U Tpaxeu.

Pe6énok (mampuuk) pomwics ¢ maccoit Tena 2900 r, mymuoM 48 cMm. KoXXHbIe TOKPOBBI PO30BEHIE,
BbIpakeH akpouuano3. Kpuk cialwiii. bpaxunedannyeckas ¢popma yepena. BoelpaxkeH yepenHo-IUIEBON
IU3MOPHU3M M CTUTMBI JU33MOpUOTeHe3a: KOCOM pa3pe3 Tia3, SMUKaHT. Beicokoe rotmueckoe HEOO,
MaJICHbKHE HHU3KO PACIIOJIOKEHHBIE YIIHBIE PAKOBHUHBI, HEOPAa3BUTHE KOCTEH HoOca, mporHatusM. b.P. —
1,5x1,5 cMm. BelpakeHa MbIIIEYHAss TUIIOTOHHS, CHIDKEHHE PEQIIEKCOB CIMHAIBHOTO aBTOMATHU3MA.
Bpaxunaktunus KUCTel, monepeyHas JaJoHHas CKJIaJKa Ha JEeBOW JIaJoHU. I'pyaHast KjieTka OOBIYHOM
¢dopmbl. JlpIxaHue my>priIbHOE, XpUTIOB HET. TOHBI cep/Iiia T0CTaTOYHO TPOMKHE, CUCTOITMYECKHH IIIyM B
Il Mexxpebepbe cneBa OT IpyAUHBI, JUacToaudeckuil mryMm. JKUBOT Msrkuii, 6e30os1e3HeHHbId. [leuennb
+1,0 cm. Cenesénka y kpas noapedepbs. HapyxHble 1mooBble Opranbl C(OPMHPOBAHBI MPABUIBHO IO
MYXCKOMY THITy. SIMYKH HaJ] BXOJIOM B MOIIOHKY (KpUOTOPXU3M). AHYC ecTb. CTysl — MEKOHHI.

L

(yueOnuk «I'eneruka» noj pen.B.M.MBaHoBa)

Bonpocsr:

1. VcraHoBuTe mnpeaBapuTeIbHBIA Auar€Ho3, obOocHyiTe ero. KakoBa »THOJOrHS 3TOTO
3aboneBanusa? K kakoil rpymme Hacie1CTBEHHBIX 00€3HEeH OTHOCUTCS?

2. Uro HeoOXOoauMO JUIs HOATBEPKICHUS/MCKIIOYEHUS MAaHHOTO JMarHo3a: COCTaBbTE IUIAH
obcnenoBanus. Kakue wmeroapl oOcneqoBaHUS HEOOXOAWMBI JUIsl TOATBEPXKICHHS JUarHos3a?
[lepeuncaure Hanboee 11e1eco00pa3HbIE.

3. Bl momyuymnu pesynbrathl obOcnemoBanms: 46,XX,der(13;21)(q10;q10),+21. Pacmmdpyiite
noxanyiicta. IloarBepkmaer mm  pesynapTaT oOcnemoBanusi Bam  nuarno3? Kakoit mexanusm
BO3HUKHOBEHUS 3TOTO HApYIIECHU?

4. Kakue emé nuToreHeTu4eckre BapuaHThl MOTYT SIBJIATHCS IPUYMHON JAHHOTO CUHApPOMA?

5. YTo BKIIIOYAET MporpaMma JeUeHUs 1 peadMInTaluy HalueHTa ¢ 3TUM CUHIPOMOM?



6. Cempbsi TUTaHHMpYyeT nanbHEHIIee neropoxiacHue. Kakol pHCK MOBTOPHOTO CIydasl POKICHUS
peOEHKa ¢ 3TUM CHHAPOMOM Yy JaHHOW CYHpyKecko mnapel? UYTo HEO0OXOAMMO MPEeInpUHATH IS
YTOYHEHUS 3HAUYCHUI reHeTndeckoro pucka? Uro Bel okumaere yBUAETh B pe3ysbraTax 00CIIeIOBaHUS
CYIIPYTOB.

7. Kakwme wmetonsl mTpoUIAKTHKH HEOOXOJUMO TPHUMEHHUTh B JIAHHOM CEeMbe C LEJbI0
IIPEIOTBPALLEHUS POKIECHUS OOIBHOTO peOEHKa?

8. TpeOyercs mnm oOcrmemoBaHue cTapiieil cecTpsl oOciemoBaHHOoro Manpumka? Kakoit
TCeHETUYECKUI PHUCK NI €€ TOTOMCTBA B OyayIieM, NpouIakKTUIECKUE MEpPhI?

9. Kakue manHbie Bel Morim Obl MOJIYyYuTh MPU NMPOBEACHUU IpeHaTanbHOro ckpuHuura | u |l
TPUMECTpPOB, Baiu ieicTBus.
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Bam mocTynui 3BOHOK W3 J1a00OpaTopuy HEOHATAIBHOTO CKPUHHTAa HOBOPOXAEHHBIX, MO MOBOAY
neBOYKH A., 12 nHel, B cBA3M ¢ OOHApYXEHHEM TOBBIIICHHOTO COACp)KaHUS (eHUIIalaHWHA B IIATHE
KpoBH. BBI CBS3auCh C POAUTENSIMH JI€BOYKM M TIPUTJIACHIM WX Ha TMOBTOPHBIM aHAIW3 KPOBH, U
KOHCyJbTauio. Pomurenu mpuexanm depe3 1 Hemenmro mocie Bamrero 3Bonka, pe6éHky — 19 nueid,
XKaJio0bl — OOMJIBHOE CPBITMBAHUE, WHOT/IA PABHOLIEHHOE PBOTE, HEMPUATHBIN crienupUUecKuil 3amax ot
namrnepcoB. [Ipu ocMoTpe — GIeJHOCTh KOXKHBIX MOKPOBOB, CBETJIbIE PAIYKKH U BOJIOCHI, TUIIEPTOHYC
MBI, CTIeU(PUISCKUNA (MBIIIUHBIN) 3aImax.

W3 anamHe3a Takke HM3BECTHO, Yy pOJUTENeH Opak MepBbli, HEPOJICTBEHHbIH, €CTh CTapIIMi
3JI0pOBBIH ChIH 5 JIeT, AeBoUKa oT || GepemenHocTH, mpoTekasieil 0e3 narosoruy, |l cpouHbIX posIOB.

Bonpocsr:

1. VYcranoBuTe mnpeaBapUTENBHBIA JOUMArHo3, oOocHyiTe ero. KakoBa JTHONOTHS 3TOTO
3abomneBanus? K kakoii rpyrie HacaeACTBEHHBIX 00JIe3HEN OTHOCUTCSA?

2. Uro HeoOXOAMMO JUIS TOJTBEPKICHUS/MCKIIOYSHNUS JAaHHOTO AMarHo3a: COCTaBbTE IUIAH
obcnenoBanus. Kakue metoap! o6cneioBaHus HEOOXOAUMBI 17151 HOATBEPXKCHUS JMarHo3a’?

3. Bel momy4uinu pe3ynbTaThl 00CIe10BaHMS:

a) PesynbraThl HeOHaTaIBHOrO OMOXUMHUECKOro ckpuHMHTa: DA - 15 mr/an (Hopma 2 mr/an),
I'T — 15 mxME/n (mopma), ['AJI — (Hopma), 17-OH-nporectepon — 17 umomns/n (Hopma), UPT — 70 Hr/mn
(1opMa);

0) Pe3ynbpTaThl HOBTOPHOTO OHOXUMHYECKOTo oOcienoBanus (KpoBs): DA - 26 mr/mi (Hopma 2
MI/711).

Pacumudpyitte. [loaTBepkmaer nu pesynbrar obcnmemoBanHusi Bamn nuarHo3? Kakoit MexaHusm
BO3HUKHOBEHUS 3TOTO HAPYIIECHUS?

4. KakoBa Bamia nanpHeiimas TakTuka?

5. Kakue emé meronpl Tepanuu 3Toi rpymmsl 3a0oneBanuil Bol 3Haere? Bbl momyunnu pe3ynbraT
TECTUpPOBaHUS Ha uacTble Myranuu B reHe PAH: o6napyxena myrauus R408W B romosurotrHom
cocTosTHUU. BO3MOJKHA JTH Teparnus canpornTepuHOM?

6. Cembs TUTaHMpYeT NaNbHEHIIee NeTopokaeHne. Kakol pHUCK MOBTOPHOTO CITydasi POXKICHUS
pebEnka ¢ HTUM 3a00JIeBaHUEM Y TAHHOM CyNpyKecKoi nmapsi? Y e€ cubca?

7. Kakue wmetonpl mnpodUIAKTUKM HEOOXOJUMO NPUMEHUTh B JIaHHOM CeMbe C LEJNbl0
MPEJOTBPAICHUS POXKIEHUS 00JbHOTO peOEHKa?

8. Kakue TpyIHOCTH OXHIAIOT >KEHIIMHY C (DEHWIKETOHYpUEH MpU JOCTUKEHHUU JIETOPOIAHOTO
BO3pacra’?

9. Kakue emé 3a00meBaHus BXOJIAT B IPOrpaMMy HEOHATAJIbHOI'O CKPUHUHTA.
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B Menuko-reHeTMYecKyl0 KOHCYJIbTAllMIO OOpaTuiach CeMbsl [UIsi YTOUYHEHHUS JMarHosa Hu
MOJIy4eHus: HHPOpMAIMK O TEHETUYECKOM IIPOTrHO3€e Mo 3a00JeBaHUIO CBOEH Milafiiel nodepu. B cembe
Tpoe JeTeH, [BOe CTaplIuX (J1eBOYKa U MallbYMK) 3710pOBbl. PoauTenu cocTosT B HEPOACTBEHHOM Opaxe,
CUUTAIOT Ce0s 31I0POBBIMH.

HeBouke 2 roma. Pogunace ot 5-0if GepeMeHHOCTH, OT 3-HX MPEXKICBPEMEHHBIX POJIOB B CPOKE
recraiuu 37 Hen. Bec npu poxaenuun 2990 rp, poct 45 cM, onenka o mkane Anrap 6/7 6amios. [Tocne
poXieHus peOEHOK TMEepeBeACH B OTACICHHE pEaHMMAIMM B CBS3U C TSDKECTHIO COCTOSIHMSA,
00yCIIOBJICHHOM JIbIXaTeIbHON U CepAeUHO-COCYTUCTON HEJOCTATOYHOCTHIO. B mepBbie CyTKH KU3HU ObLI
JMarHOCTUPOBAH BPOXKICHHBIA TMOPOK cepiaua: OOMIMA OTKPBITHIH aTPUOBEHTPUKYIAPHBIA KaHal,
MHOKECTBEHHBIE JE(PEKThl MEXIKETYJOYKOBOM MEeperopoikd, OTKPBITHIA apTepHalbHBIM MPOTOK,
OTKpBITOE OBaJbHOE OKHO. Ilpu ocMoTpe pebenka oTmeuanach yameoOpasHas ¢opMa yIIHON paKOBUHBI
crpaBa, ¢ MOBOPOTOM €€ K3amu. M3-3a 3aTpyAHEHHsT KOPMJICHHS JEBOYKY IMOMBITAINCH MEPEBECTH Ha
KOpMJICHHE 4epe3 Ha30racTpajbHbIN 30HA. OHAKO TOMBITKA MPOBEICHHS 30HIA Yepe3 HOCOBBIE XOMbI
okazasiacb HeynmayHoil. I[lo pesynpTaTam  BBIMOJHEHHOW KOMIIBIOTEPHOM TOMOTpamMMbl — ObLia
IMarHOCTHpOBaHa arpe3us xoaH. Ha 3-u cyTku ku3HM peOeHKy Obljla BBIMOJHEHO XUpPypruyecKas
KOppEeKIHsI BpPOXKIEHHOTO TMOpOK cepauna. JlanmpHeiiee oOcieaoBaHHWE BKIIIOYANIO YIbBTPa3BYKOBOE
UCCIIEIOBAaHNE OPraHOB OpPIOIIHOM TMOJIOCTH, OOHApPYKUBILIEE IMOPOK pa3BUTUS moyek: L-oOpasHoe
CpalieHue Mmoyek, ¥ o(hTaIbMOJIOTHYECKHIT OCMOTp, BBIIBUBIINI KOJOOOMY AMCKa 3pUTEIHHOIO HEPBA U
CeTUaTKHU JIEBOTO Ta3a. B nanpHeiinieM ObLIO MPOBEIEHO XUPYPTrUUYECKOE JIEUEHUE 110 BOCCTAHOBIICHUIO
MIPOXOAUMOCTH HOCOBBIX XO/IOB.

B pesympraTe MONEKyIspHO-TeHeTHYeCKOoro wuccienoBanuss rena CHD7 wmeromom mpsiMoro
aBTOMAaTHYECKOTO CEKBEHHPOBaHHMA B OSK30He 26 ObU1 OOHapyKeH BapuMaHT HYKICOTHIHOM
nocienoBarenbHocTr €.5418C>G(p. Tyrl806Ter) B reTepo3UroTHOM COCTOSIHHH.

B Bo3pacte 2 5eT neBOYKa pa3BUBACTCS C YMEPEHHOW 3aJepKKOW TCHXHUYECKOTO M PEYEBOTO
pasButus. E€ poct 1 Macca Tena HaxoATCs B 5-M MPOLIEHTHIIE.

Bonpocsr:

1. VYcranoBuTe mpenBapUTENbHBIN JUAarHo3, OOOCHYyWTe ero (Ha30BUTE AUAarHOCTUYECKHE
KPUTEPHH).

2. HWuTtepnperupyiTe pe3ynbTaT TeHETHYECKOTO o0cienoBaHus peOEHKa, OOBSICHUTE 3aIluCh
(opounamop dondicen npodemoncmpuposame ymeHue noib308amvbCsl CCbLIKAMU HA 0a3bl OAHHBIX)

3. Kak Hacnemyercst nanHoe 3aboyieBanue?

4. Yto HEOOXOAMMO BEITIOTHHUTb, YTOOBI OMPEACITUTH TPOUCX0XKICHUE BRISIBJICHHON MyTaIlH B TeHE
CHD7?

5. Kakoiif puck poxaeHusi 00JpHOro peOEHKa B JaHHOM ceMbe MpU CIEAyIoleld OepeMEeHHOCTH,
eci 00a poAUTENst OTPUIIATENBHBI 110 TON MyTaIuu?

6. I3MeHHTCS M PUCK, €CITH CIIeIyIOIUi peOeHOK B CEMbE TOXKE OKaXKETCsI OOJIbHBIM?

7. YTO BKIIIOYAET MpOrpaMMa OKa3aHHUs TIOMOIIH JETSIM C 3TUM CHHIPOMOM?

8. Kakme wmerompl mNpodMIaKTHKH HEOOXOJUMO TIPHUMEHUTh B JaHHOW CEMbE C IEJBIO
MPEOTBPAICHHS POXKICHUS O0JFHOTO peOeHKa, B TOM YHCIIE C TUM 3a00ieBaHHEeM?

9. OOBsICHHUTE pa3IHINE MEKY ACCOMANACH U CHHIPOMOM.

CuryauunonHas 3agaya 12

BbI Bpau reHeTHK 00JIaCTHOTO MEePUHATAIBLHOTO IIeHTpa. Bac mpuriacuiy B OTAeNEeHUE MMaTOIOTUN
HOBOPOXIEHHBIX. PeOeHOK OT mepBoil GepeMeHHOCTH, poauics B cpok ¢ maccoit 1800 mmuna 47 cwm,
olleHKa 1o Imkaine Anrap 5/7 06amioB, 3aKkprua MOCJIE OTCACBIBAHUS CIIM3U U3 BEPXHHUX JIBIXATCIbHBIX
nyreii m Tpaxeu. [lpm ocmoTpe: CKBO3Has paclielMHa TyObI, aJbBEOJSIPHOTO OTPOCTKa M HeOa,
CHCTOJIMYECKAN W JMACTOIMYECKHH ITyM, aruia3usi KOKM Ha CKaJlbIle, KPUMITOPXU3M, MOCTaKCHaIbHAs



MOJIMCUHAAKTIIINS TableB crorl. OcMoTp odTanpmoiniora: MHKpodTanbM, kaTapakta. DXO-KIT —
JAMXKII, IMIIIT; Y3U opranoB OpromiHO#M MOJIOCTH U TIOYEK: TUIIOTIIA3US MTOYCK.

| .

W3 aHaMHe3a WM3BECTHO, YTO Ha IMEPBOM IIPEHATAJbHOM CKpUHHMHIE Ha cpoke 13 Henenb ObLIO
oOHapyxkeHO omdalionene, HO CEeMbsl OTKa3ajlach OT KOHCYJNbTAllMM TEHETHKA M JajJbHEHIIero
o0ciiefioBaHUsl 10 KOH(ECCHOHAIBHBIM YO@XKIECHUSAM, TaKKe >KEHIIMHA OTKa3anach OT JalbHEHIIEeTo
HAOJIOZICHUS B )KEHCKOM KOHCYabTanuu. CeMelWHBI aHaMHE3 CYNPYToB HE OTATOIIEH HACIECTBEHHBIMU
3a00JICBaHUSMUA M BPOXAEHHBIMU TOPOKAaMH pa3BUTHs. Y POTHBIX CHOCOB CYNPYroB €CTh MO OJHOMY
3JI0pOBOMY PEOEHKY.

Bomnpocsr:

1. VcranoBute mnpenBapuTeNbHBIA JauMar€Ho3, oOocHyite ero. KakoBa 3THONOIHMsS 3TOro
3aboneBanusa? K kakoif rpynrme HacaeICTBEHHBIX 00Je3HEH OTHOCUTCS?

2. Uro HeoOXOOMMO JUIS TOATBEPKICHUS/MCKIIOYCHNUS JAaHHOTO JMarHo3a: COCTAaBbTE IUIAH
obcnemoBanus. Kakue w™eronmsl oOcienoBaHUS HEOOXOAWMBI JUIS TIOATBEPXKICHHUS JaUarHo3a’?
[lepeuncnure Hanbomee 1eIeco00pa3HbIE.

3. Bel momyumnu pesynbTathl obOcnemoBanus: 46,XX,der(13;13)(q10;q10),+13. Pacmmdpyiite
noxanyiicra. IlonTBepxmaer mnu pe3ynbraT obOcnenoBaHus Bam  aumarno3? Kakoil MmexaHH3M
BO3HUKHOBEHUS 3TOTO HApyILIEHHS?

4. Kakue emé nMToreHeTu4eckre BapuaHThl MOT'YT SIBIATHCS IPUYMHON JAHHOTO CHHApPOMA?

5. Uto BKJIIOYAET MporpamMma JIeYeHHs M peadMIMTallMM NalMeHTa ¢ 3TuM cuHapoMmom? Kakosa
MIPOJOJKUTENBHOCTD KU3HU MAIllUEHTOB C 3TUM CUHAPOMOM?

6. Cembs TUTaHMpYeT NaNbHEHIIee NeTopokaeHne. Kakol pHUCK MOBTOPHOTO CiTydash POXKICHUS
pebEHKa ¢ 3TUM CHHAPOMOM Y JIaHHOHM cympykeckoid mnapbl? UTo HEOOXOAWMO MNPEANPUHATH IS
YTOYHEHMs 3HAUeHUI reHetuyeckoro pucka? Urto Bel oxumaere yBuaeTh B pe3ysibraTax 00Cieq0BaHUS
CYNpYroB. 3alHIINTE KAPUOTUI HOCUTENSI XPOMOCOMHOM MEPECTPOUKH.

7. Kakne MeTopl Mpo(UIaKTUKA BO3MOXKHBI B JIaHHOU cembe? Kakue myTH perieHus: nmpooiaembl
JETOPOXKICHUS?

8. Tpebyercs nu o0ciie10BaHUE POJCTBEHHUKOB HOCUTENSI XPOMOCOMHOM MepecTpoiKku?

9. Ecnu Obl KeHIMHA HE OTKasajach OT JajbHEWIIero HaOJIOJEHUS B KEHCKOM KOHCYJIbTALUH,
KaKue MIark JOJKHbI ObUIH ObITh MPEANPUHSATHI?

CuryauuonHas 3agaya 13

B MeaMKo-TeHEeTHUYEeCKyI0 KOHCYJIbTAMIO 00paTWiIach CEeMbsl JUISI YTOYHEHHs JHarHo3a |
MOJTy4eHUs] MHPOPMALIMU O MPOTHO3€ 3/10pPOBbS U BOZMOXKHOCTH JIeUeHUs! peOEHKa, a TakKe Ul OLEHKU
TEHETHUYECKOT0 PHCKa B CiIydae clieayromeid 6epeMeHHOCTH.

Pe6Enok poamics y xeHUHbI 37 et ot 1-oif 6epemenHoctH. [IpenatansHo no Y3U mnona B 26
HE/. TeCTallid BbIABIEHA Makpouedanus M yKOPOUYEHHE IMPOKCUMAIIBHBIX CErMEHTOB KOHEYHOCTEH.
CemeliHbIIl aHAMHE3 HE OTSTOIICH IO HACJIEACTBEHHBIM 3a00JI€BaHUAM, TPOSBIISIIOIIMMUCS CKEIETHBIMU
aucruazusivu. Ponurenn pebeHka 310poBel. Y oTma 45 J1eT ecTh Tpoe 310POBBIX AETeH OT MPEbIAyIIero
Opaka.

Ponwr npounzonuiu B 40 He .



[Tocne poxnaeHust y pebeHka oOHapy)eHbl Makporedanus, BBICOKHHA JI0O, THIOIIIA3HUs CPEeIHEH
TPETU JIUIA, PU3OMEIMUYECKOE YKOPOUEHHE KOHEYHOCTEeH, KUCTH B (hopMme Tpe3yOua, H30AaKTUIIMS,
OpaxugakTuius U qudPy3Hast MbIlIeyHAs TUTOTOHUS.

Bonpocer:

1. VYcraHoBuTe mnpenBapUTENbHBIM aUar€Ho3, OOOCHyWTe ero (Ha30BHTE JAMArHOCTHYECKHE
KpUTEPHH).

2. KakoBa sTnosorus 3a00jeBaHus, Kak HacjaeIyeTcs JanHoe 3a0oieBanue?

3. UTo HE0OXOIMMO Ha3HAYUTH IS TOTBEPKIACHUS Tuarnos3a?

WnTepnperupyiite  pe3ynbTaT  IEHETHYECKOro  obOcienoBaHuss — peOEHka  (pe3ynibTar
IIPEJOCTABIIAETCS, €CIM OpAMHATOP Ha3blBaeT HEOOXOIUMOE HCCIIECAOBAHUE; OPOUHAMOD OO0JIHCEH
NPOOEMOHCMPUPOBAMb YMEHUE NOJIb308AMbCI CCOLIKAMU HA OA3bl OAHHBIX).

4. Yto HEoOXOAMMO BBINOJIHUTH, YTOOBI OLIEHUTh T'€HETUYECKUH PUCK IPU IOCIETYIOLINX
OepeMeHHOCTSX?

5. Kaxkoii puck poxxaenust 601pHOTo peOEHKa B TAHHON CEMbe MU CIeayroei 0epeMeHHOCTH?

6. MoxeT 1M TMO3IHUIA PEenpOAYKTUBHBIA BO3pACT POIUTENCH OBITh NPUYMHON BO3HHUKHOBEHUS
mytanuu B rene FGFR3 u poxxaenus 6onpHOr0 pedeHka?

7. Kakue wmeroapl NpOQMIAKTUKM HEOOXOJUMO IPUMEHUTh B JIaHHOW CEeMbe C LEJbI0
IIPEJOTBPALLCHUS POXKIEHUS 00JIBHOIO peOeHKa, B TOM YUCIIE C 3TUM 3a00jieBaHrEeM?

8. Kakue mMeTo/1bl JeueHHsI BO3MOKHO TOPEKOMEHI0BATh JIeTSM € JaHHBIM 3a00J1eBaHueM?

9. Kakne cxoxue M0 KIMHHYECKOH KapTUHC 3a00J1eBaHUA MOTYT BbBI3bIBATb MYTAallUU B TCHC
FGFR3?

CuryaunuonHnas 3ajgaya 14

K Bam oOpaTtmiach ceMbsi 1O TIOBOAY MPOTHO3a 3J0POBBS ChIHA 3-X JIET MO HAIpPaBJICHUIO
neauaTpa. Y MajbuMKa Ha KOKE€ BO3HUKAIOT CTpaHHbIe msATHA. CO CIIOB MaTepy MEpPBhIE MATHA MOSBUIINCH
B BO3pacTe 2 MECSIEB, OJJHAKO B TE€UEHHE IMOCIEAYIOIIUX 2-X JIET UX KOJMYECTBO 3aMETHO BO3pOCIO,
KpOMeE TOT0, OHM CTaJI BUIHBI Oosiee oTuéTnuBo. [loHauany neauarp MpUHSI UX 32 «POJUMBIE MATHAY,
OJTHAKO MaTh peOEHKa HAcTOsIa Ha JOMOJIHUTEIBHOM OOCIIEOBAaHMM M ObUIa HAINlPaBJIEHA K T€HETHUKY.
ITpu ocmoTpe y manpunka oOHapyxuiau 10 msaTeH 1Bera kKode ¢ MOJIOKOM pasMepoM OT 5 MM JI0 2 CM.
@dusnkanpHOE 00CIEIOBaHNE HE BBIIBIIIO 3aMETHBIX OTKJIOHEHHH, 00pa3oBaHMN Ha KOXXKE M IPOUYUX
0YaroB, OJTHAKO 3HAYEHUE OKPY>KHOCTH TOJIOBBI HaXOIMJIOCh HAa ypoBHE 95 meprieHTniel (yBenn4eHHasl,
HO B TIpe/iesiax HOPMBI).

- 1 . =
Ha moBTopHOM mpuéme epe3 roJl, B Bo3pacTe 4-X JIeT y MallbYhKa IOSBWINCH BECHYIIKHA B
MOJIMBIIICYHBIX M TAXOBBIX CKJIAJKaX, MPH O(TAITEMOIOTHYECKOM OOCIIEIOBaHUM TATOJOTUH HE
BbISIBIIEHO. OT MOJIEKYJIIPHO-TEHETHUYECKOT0 00CiIeJoBaHusl peOEHKa POIUTENN OTKA3alMCh B CBS3U C
(uHaHCOBOM cUTYyalHel.

K Bospacty 5-6 ner pomuTenu cranu OTMEYaTh, YTO MAIbUMK HCIHBITHIBAET TPYAHOCTH MpU
00y4YeHHUHU U B OOILICHUU CO CBEPCTHUKAMU. Takke POAUTENHN 3aJyMaINUCh O POKICHUN BTOPOro peOEHKa,
U XOTAT OoJiee TOYHBIM MPOTHO3 370POBbsSl ChIHA U OLIEHKY I€HETHYECKOTO PHUCKA IMPH IMOCIEAYIOMIHUX
OCpEeMEHHOCTSIX.

[Ipu o6cnenoBanuu B 14 neT y Maab4rKa BBISBICHBI MHOKECTBEHHBIE HEUPO(DUOPOMBL.



CemeliHblid aHAMHE3 HE OTATONIEH, TP OCMOTPE POAUTENCH CUMITOMBI, UMEIOIIUECS Y MallbunKa
HE 0OHAPYKCHBI.

Bonpocsbr:

1. YcranoBuTe npeaBapUTEIbHBINA JUATHO3, ApTYMEHTHPYHTE CBOM OTBET.

2. KakoBa stuomnorus storo 3aboneBanus? K kakoil rpyrine HaclIeICTBEHHBIX O0JI€3HEH OTHOCUTCS?
CHmXKaeT M OTCYTCTBHE MPU3HAKOB MATOJIOTHU B CEMEHHOM aHAMHE3€ Ballly YBEPEHHOCTh B JHArHo3e?

3. Kakune Meronbl oOcCieAOBaHUS MOTYT OBITh MPEIJIOKEHBI JJI MOJITBEPKICHUS JUarHo3a Ha
MOJIEKYJISIpHOM ypoBHe? MHTepnpeTupyiite pe3ynbTar (IpeaoCcTaBIsSeTCs] el 00yJaromuics Ha3bIBacT
HEOOXOMMOE HCCICOBAHUC; OpPOUHAMOP OO0JIICeH NPOOEMOHCMPUPOBAMb VYMeHUe NOAb308AMbCs
ceblKamu Ha 6azvl OAHHBIX).

Uto HEOOXOAUMO MPEANPUHSATE, €CITH Obl MyTalus He ObLTa OOHApyX)eHa?

4, B cnywae ecau wmyrtanmus y peOéHka He Obuta Obl OOHApyXeHa, HCKIIOYaeT JIM JTO
npenmnosaraeMbli Bamu auarnos?

5. Eciu Obl Obla BBISBIICHA HEONMHUCAHHAS MHCCEHC MYTAIHs, YTO HEOOXOIAMMO MPEIIPHHSTH,
9TOOBI yIOCTOBEPUTHCS, YTO JaHHASI MyTaIlMs YIacTBYET B IATOTeHE3e 3a00ICBaHMS?

6. Kakume nedcTBUS HEOOXOAWMBI IS OICHKH T'E€HETHYECKOTO pPHCKA MPHU IMOCICIYIOIINX
6epemenHocTsax? Kakoii puck MOBTOPHOTO ciiydyasi poxkaeHus peOEHKa ¢ 3TUM 3a00JeBaHUEM B JaHHOU
cembe? Kakoil puck poxaenust 001pHOro pedéHka y o0cieryeMoro Maiburka B Oyaymiem?

7. Kakue Meronbl NMpoUIaKTUKH BO3MOXKHBI B JIaHHOM ceMbe (JIJIs poAWTENel ManmueHTa W s
Hero B Oyayuiem)?

8. OnummmTe MeXaHU3M BO3HUKHOBEHUS HEUPOPUOPOM.

9. Kakoii mporao3 3/I0pOBbs U KaKasi TAKTHKA HAOIOJCHUS W JICUYCHUS NMPU BEACHHUH IMAIUECHTOB C
HerpopudpomaTozom tun 1?7

CuryanuonHas 3aaaya 15

K Bam o0OpaTtuiach ceMbsi MO MOBOJAY IPOTHO3a 3A0pOBbS ChbiHA 4-X JIET MO HAalpaBJIEHUIO
neauatpa. PonuTenu manpunka 00€CIIOKOEHBI TEM, YTO MX ChIH OBICTPO yCTa€T MpH MEIIuX Mporynikax, ¢
BO3PACTOM CTAHOBUTCS BcE Ooiyiee U 0ojee HEYKIHOKUM, HCHBITHIBAET 3aTPYAHEHUS MPHU Pa3IHMUHBIX
JBWKEHUSIX, OCOOCHHO IpH BCTaBaHMM Ha HOTH, NOAbEME IO JIECTHHLE, Oere, MpeanoYuTaeT
MaJIOTIOABIKHBIC UTPHI, HO JIFOOUT KaTaThCs HA BEJIOCUTIE/IE.

Manwunk ot IV OepemenHocTH, poTekaBiiel 6e3 ocodennocrei, IV poaos B cpok. [[Be crapimiue
cectpol (18 et u 12 net) u crapuuii 6pat (8 jet) — 370poBbl. Y Matepu peO&nka ObLT OpaT, KOTOPBIN B
Bo3pacte 15 mer mepectan xoauTh U ymep B 18 ner (mpuumHA HE W3BECTHA), MJIAJIIas CeCTpa MaTepu
UMeeT 3J0pOBYIO 10ub 11 J1eT U B HACTOSIINI MOMEHT XKAET peOEHKa (OepeMeHHOCTh 8 HEeb).

IIpu ocMoTpe BBl BHJIUTE BHEIIHE 3/JOPOBOTO MajlbuuKa, 0€3 MpU3HAKOB ITU3MOp(hUil, KOTOPHIN HE
MOXKET BCTaTh Ha HOruM 0e3 momoum pyk. OOpamaroT Ha ce0s BHUMAaHUE BBICTYIAIOIIME HUKPBHI,
MPUCYTCTBYET yMEpeHHas ciabocTh OenpenHoro crudarens. Pedaekcsl BbI3bIBAIOTCS.

Bonpocsr:

1. VYcraHoBute mnpeABapuUTENbHBIM JMArHO3, apryMeHTHpyite cBoil orBer. CocTaBbTe
POJIOCIIOBHYIO, OIpENeInTe TUIl HacjlelOBaHUS, COOTBETCTBYET JM OH Bamiemy npeanoiaraeMomy
JMaruosy?

2. KakoBa stuosorus storo 3aboneBanus? K kakoii rpymrme Hacae1CTBEHHbIX 00Je3HeH OTHOCUTCS?
Onuinre naroreHe3 3a001eBaHusl.

3. Kakue MeTonpl 1aOOpaTOPHOrO M HWHCTPYMEHTAIBLHOTO OOCIENIOBAaHMS CIEAYyeT 3alpocuTh Y
ponuteneil pe6€uka? Yrto Bbl oxumaere yBUAETh B ATHX pe3yibTaTax, YTO MOATBEpAmiIo Obl Bamn
IpeBapUTENIbHBINA AUAarH03?

WNutepnipetupyiite pes3ynbTaT (IMPEIOCTABISCTCA €CIIM OOyYaroIIMICS Ha3bIBaeT HEOOXOAMMOE
uccnenoBanue): Ananmu3 ypoBHs KOK B kposu — 25 000 En/n (Hopma — 170 En/m).



4. Kakue MeETOABl IMArHOCTHKH HEOOXOJMMO HAa3HAYMTH ISl TOATBEPXKICHHS JMarHo3a Ha
MOJICKYJIIpHOM ypoBHe? MHTepnpeTupyite pe3ynbTaT (MPEJOCTaBISICTCS €CIi 00YyJarOIIMIiCs Ha3bIBAET
HEOOXO0IMMOE HCCIICJIOBAHUE): B PE3YJIbTATE POBEAEHHOTO MOJICKYJIIPHO-TEHETUYECKOTO UCCIICIOBAHUS
oOHapykeHa Jesnenus 3axpaTeiBaromias 44-47 S5K30HbI.

Urto HEOOXOAMMO IPEPHHSTH, €CIIH ObI MyTalus He ObLTa OOHApYKeHa?

5. Kakoii mporso3s 11t 310poBbsl U xu3HU nanuenta? CyliecTByeT Ju JieueHue?

6. Kakue neiictBus HEOOXOIUMBI JJIS OICHKH T'€HETHYECKOTO0 pHCKa MpPHU TOCIETYIOUINX
OepeMeHHOCTSX?

Kakoii puck moBTOPHOTO Citydasi pOsKACHUsI peOEHKA ¢ ITUM 3a00JICBaHUEM B TAHHOH ceMbe?

7. KoMy U3 pOJICTBEHHHKOB MaJbuMKa HEOOXOAUMO MEIUKO-TEHETUYECKOE KOHCYJIBTUPOBAHUE U
MOJICKYJISIPHO-TEHETUYECKOE 00CIeIoBaHme?

8. Kakue mMeTo bl MpoMIaKTUKHA BO3MOXHBI B TAHHOW ceMbe?

9. B uém paznuuus mpimednoi aucrpodpun ¢popm romenna u bekkepa? Moryt nu 607eTh 3TUMHU
3a00JIeBaHUSIMU KCHIIUHBI?

CuryauunonHas 3agaya 16

Mysxurna (40 sieT) oOpaTHiCs K Bpady 3a KOHCYJIbTAIlMEH KacaTeabHO paka MOJOYHOM xeie3bl. OH
OecrokouTcs He 3a cedsl, a 3a CBOMX JIByX Aodepei coorBercTBeHHO 10 u 12 net. YV ero cectpsl, 36 jer,
ObUT JUMarHOCTHPOBAH pakK MpPaBOM MOJOYHOW >Kele3bl U MPOBEJACHA OJHOCTOPOHHSSI MAacTIKTOMHUS C
nocneayrleil MaMMorutactTuko. Ero mate ymepna ot atoro 3aboneBanusi B Bo3pacte 40 net; y He€ 1o
MaTePUHCKOMN JIMHUU €CTh JBE TETU: OJJHA U3 HUX 3/I0pOBa, a Bropas (65 j1er) sieuntcst oT paka SMYHUKOB.
Onna u3 mouepeid dTol TETH (ABOIOPOIHAS CECTpa MATepH) TAKKE MEPEHecIa MAaCTIKTOMHIO B BO3pacTe
40 ner. PoxHoit Opat Marepu ymep B 63 roja OT paka Mo pKeyJOUHOM KEJIe3bl.

Bonpocsr:

1. CocTaBbTe POIOCIOBHYIO, KaK PACIEHUTH CIIydad HEOIUIa3uil B JAHHON CEMbE

2. [lepeuncnure OCHOBHBIE KPUTEPHUH HACIEICTBEHHOTO paka MOJIOYHOM JKeJe3bl

3. CocTaBbTe miuaH o0cieI0BaHus, OObSICHUTE TOPSA0K 00CIIEIOBAHHUS.

4. NntepnpetupyiiTe pe3ynbTar (IPeaoCTaBIseTCs €Cld 00yJarolmuiics Ha3blBaeT HEOOXOIUMOE
UCCIIETIOBAHUE; OPOUHAMOP OOJNCEH NPOOEMOHCMPUPOBAMb YMEHUEe NOIb308AMbCS CCOLIKAMU HA 6a3bl
OaHHBIX).

5. Kak macnenyercs BRCAl-acconmupoBaHHEIN pak MOJIOYHOMH JKeJIe3bl U SUIHUKOB

6. KakoBa BeposITHOCTB paka MOJOYHOH JKeJe3bl y Touepeld 00paTHBIIEroCs MY KUUHBI?

7. EcTb 11 pUCK pa3BUTHS OHKOJIOTMYECKOTO MpoIiecca y 0OpaTUBLIETOCS MYXUHHbI?

8. UTo BBI MOCOBETYETE KacaTeNbHO AUATHOCTUKH €r0 Jouepsim?

9. YUro BKIIOYAET TUIaH MPOPHUIAKTUIECKUX MEPOTIPUATHH IS ToUuepeit 0OpaTUBIIETOCs MY>KUYUHBI,
MIpu OOHAPY>KEHUU MYTaIlUU, U €TO CECTPhI

CuryaunuonHas 3ajgaya 17

B meanko-reHeTHUecKyr0 KOHCY/IbTAIMi0 oOpaTwics MyxkuuHa, 41 roja, mocie oOciemnoBaHus y
Hedposiora ¥ HEBpONaTojora ¢ IeIbl0 BepU(PUKANNKA JUArHO3a, YTOUYHEHHUS BO3MOXKHOCTH JICUCHHS H
porHo3a Juis aereid. [IpumepHo ¢ 32-X JieT y Hero BHE3aITHO MOSBUIINCH CIA00CTh B JIEBBIX KOHEYHOCTSIX
W TUTIIONUS (IBOCHHE B IJIa3ax), IPH ATOM Y HEro ObUT JMarHOCTUPOBAH MUKPOUHCYILT. Kpome Toro, y
HEro TaKXe OTMeYadd YMEPEHHYI0 MPOTEeUHYpHuio. Ha MpoTssKeHWH HECKOIBKHUX TMOCIESIYIOMINX JIET
MAaIMEeHT 3aMeyvall, 9YTO OH HE MOTEET U YTO B JKAPKYIO MOTOly CTPAJaeT OT MeperpeBanus. ITO 3aCTaBUIIO
€ro CHIDKaTh (U3NYECKYI0 AaKTHBHOCTh B JKapKue IHU. B OCeHHE-3UMHHIA Meproj] OecrnoKosT
MOKAJTBIBAIOIIME OOJM B KUCTSAX U CTOMAaX, OCOOEHHO Ha Mopo3e. Bpems oT BpeMeHH BO3HUKAET CHILHOE
cepanedruenne, oaHaKo 00U B TPyAW OH HUKoraa He 3amedan. Kaxaple 6-8 Henenb y HEro BO3HUKAIOT



MPUCTYIBI PBOTHI U AUAPEH, KOTOPBHIE MPOXOIAT Ha CleAylomui aeHb. KpoMe Toro, B mocienHee BpeMs
OecriokouT 00JIh 1 OHEMEHHE B MAJIbIIAX HOT U PYK.

KoHncyneTupyemslii sxeHaT, y HEro JBoe JeTeil: 1o4b, 15 jer, u cbig, 13 ner. Y koHcynbTHpyeMoro
ecTh poaHas cectpa (38 net) u Opar (28 net, oT Broporo Opaka MaTepH), y CECTPBI — JBa ChIHA B BO3PACTE
12 u 10 ner, OpaT He KEHAT - CO CJIOB KOHCYJIBTHPYEMOTO BCE 3/I0POBBI, HO CECTpa WHOT/IA JKAIyeTCs Ha
MOKAJIBIBAHUS, «MYpPAIIKW» B KUCTSAX B XOJOJHYIO TOroay. MaTepu KOHCYIbTHPYEMOTO MYKUHHBI 65
JIeT, KaJyeTcsl Ha TOJIOBHBIE O0JIM, MHOTIa OECIIOKOUT apUTMUsI, HEOOJBIINE MPOOIEMBI CO CIYXOM, HO
CIIyXOBBIM aIllapaToM He mojb3yercs. Ero orerr ymep ot mH(papkTa MHOKapaa B Bo3pacte 58 mer, Opar
OTLIa ¥ ero JeTH (A0Yb U CBIH) 37J0POBBL. Y MaTepu KOHCYIbTHPYEMOIO MY>KUMHBI ObLI POJIHON Opar
(ymep oT mHCysbTa B Bo3pacte 51 roma) u nBe cectpbl 6€3 0coOBIX TIPOOJIEM CO 340pOBbEM, y Opara —
CBbIH, y CecTép — MO JBE JO0YEpPU, CO CIIOB KOHCYIbTUPYEMOTrO 370pOBbI. Takie H3BECTHO, YTO Ballla
6aly1iIka co CTOPOHBI MaTEPH KaloBajach Ha OO0 B CycTaBax, JICUUIIM apTPUT, HO yMepia OT MOYeYHOU
HE/JIOCTaTOYHOCTH B Bo3pacte 57 mer. J[lemymika 1Mo MaTepuHCKON JHWHUM ¥ POJUTENH OTIHA
KOHCYJIbTUPYEMOTO YMEpIH npruMepHo B 85-87 er.

Bonpocsr:

1. HazoBuTte Ba npenmnonaraemblii AMarHos.

2. CocTaBbTe POAOCIOBHYIO, MOXKHO JIM C/A€NaTh BBIBOJ O THUIIE HacleAoBaHUs 3a00JIeBaHUS IO
cocraBieHHOU pogocinoBHoi? Kak Hacnenyercs 3aboneBanue?

3. Kakue cummnrombl Bbl oxumaere oOHapyxuth npu ocMoTpe? Pe3ynbTaThl Kakux MeETOJIOB
KIIMHUYECKOW WHCTPYMEHTAJIbHOM JUArHOCTHKH CIEAyeT 3ampocuTh Yy mnanueHta? Omnummrte
aTo(PU3NOJOTUYECKUI MEXaHU3M JJaHHBIX HAPYLICHU.

4. Kakue MeTobl 00cae10BaHus HE0OXOAUMBI ISl TOATBEpKaAeHus Bamero nuarHosa?

5. IlomydyeH pe3ynapTaT OMOXUMHUYECKOTO OOcCiIenoBaHusl (MPEIOCTaBISETCS, €CIIU OPJUHATOP
MPaBUJIHHO Ha3bIBae€T HEOOXOAMMOE HCCie/oBaHUe). JlocTaToOueH 7 OH JUIsl TOATBEPKACHUS WU
MCKJTFOUEHHUS MPEIoIaraeMoro 1narnos3a?

6. Cnenyer nM NPOBOAMTH MOJIEKYJSpHO-TeHeTHUeckoe uccienoBanue? Ecnu ma, To ¢ Kakoi
nenbto. Kakum meronom? UHTepnpetupyiite pe3ynbraT (IpeJoCcTaBIseTcs €cu 00yJyarouics Ha3bIBaeT
HEOOXOJIMMOE HCCIIEIOBAHUE, OpOUHAMOP OO0JHCEH NPOOEMOHCMPUPOBAMb YMeHUe NOIb308aMmbCs
cevblIKamu Ha 6a3zvl OAHHBIX).

7. OueHuTe reHeTH4ecKre pUCKU JUIsl IeTell mpobaHa, s pOAHBIX U JIBOIOPOJHBIX CHOCOB, 4TO
HE00XO0IMMO PEKOMEH10BaTh (Ha3HAUUTB).

8. Kakoe neuenme TpeOyercs Ha3HauuTh oOcienyemomy MmyxuuHe? Kak depmeHT, BBOIMMBII
BHYTPHBEHHO, Moragaet B kieTku? Komy emé B 3Toll ceMbe He00X0IMMO Ha3HAYUTh JIeUeHUE?

9. HazoBute apyrue 3aboieBaHusi U3 TPYIIBI JTU30COMHBIX OOJIe3HEH HAKOIUIEHHs, KOTOpPbIE B
HACTOSAIIUN MOMEHT JieyaT MPHU MOMOIIHU (HepMEHT-3aMECTUTENBHON Teparnuu.

CuryauuonHas 3agaya 18

B Menuko-reHeTH4ecKy0 KOHCYJIbTAIMI0 OOpaTHIIaCh CEMbs 10 HANPaBICHHUIO HEBPOMATOJIOTA U
neinaTpa JUIsl yTOYHEHHsI JuarHo3a y nouepu 10 MecsieB B CBSI3U ¢ 3a/IePKKOH MOTOPHOTO Pa3BUTHS U
CHIDKEHHEM MBIIIEYHOTO TOHYyca. Takke POTUTETH XOTAT YTOYHUTH TPOTHO3 IOTOMCTBA IIPH
MOCTICTYFOIUX JETOPOKIACHHUSX.

JleBouka - €IMHCTBEHHbII peOeHOK B cembe. Ponmiack OT MOJIOJBIX, 3A0POBBIX POAUTENEH, HE
COCTOSIIIMX B KPOBHOM pojcTBe. bepeMeHHOCTh mepBas, mpoTekaBmias Oe3 maronoruu. Ponel Ha 38
Hezene, camocTosTenbHble. Bec mpu poxaenun cocraBmsan 3200, mmna 51 oM, oueHka mo Amrap
8/80amnmnos. lo 6 Mec pocia u pa3BUBajach 10 BO3pacTy: TOJIOBY Jepikaia ¢ 2 Mec, lepeBopaynBajach ¢ 4
MeC €O CHHMHBI Ha XKUBOT. llepBele mpu3Haku 3a0oyieBaHUS TMOSBWINCH B BO3pacTe 2-3 MeC B BHJE
NEepUOANYECKH BO3HUKAIOIIETO TPEeMOpa NOAOOpPOAKA W TMaNbLEB KHCTH, YCHJIMBAIONIETOCS TIPH
HSMOIMOHAJIBHOM BO30YXICHHH pebeHka W Iuiade. HeBpomaronor pacmeHWs 3TO KaK BO3MOYKHBIC



MOCJIEACTBHSI TUIIOKCMU MO3ra B TepUHATalbHOM Iepuojae. B Bo3pacte 7 mec peOeHOK mepecTaln
MePEeBOPAUNBATHCS U CAMOCTOSITENIbHO canuThes. [Ipu ocMoTpe: peOeHOK JIEKUT B CIelMPUUEcKOi To3e ¢
Pa30THYTHIMU B Ta300€IPEHHBIX CYCTaBaX M COTHYTHIMU B KOJICHSX HOTaMHU (B «I103€ JISITYLIKH»), PYKH
BBITSIHYTHl BJIOJIb TYJIOBHUIIA, AedopMaiusi TPyJHOM KIETKH [0 THILy CEIJOBHJHOM, JbIXaHUE C
BTSDKCHHEM YCTYNUMBBIX MecT, aud@dy3Has MbIIeYHAss TUIMOTOHHS, OOJbIIE BBIpAKECHHAs B
MPOKCUMAIIBHBIX OTAeNaX KOHEYHOCTEH, CYXOXKHIbHBIE DPE(IEKCHl ¢ PYK M HOT HE BBI3BIBAIOTCA.
JlopeyeBoe pa3BUTHE HE CTpagaeT — pPeOCHOK TYJIUT, YJIbIOAETCS MHTEPECYeTCs WIPYIIKaMH, 3HAeT
poauTeNnel, IPOM3HOCUT HECKOJIBKO CIIOTOB.

CeMeiiHbII aHaMHE3 CO CTOPOHBI OTIA PeOEHKA HE OTATOMIEH HACIICACTBEHHOW M BPOXIACHHOU
natojioruedt (y Kaxaoro W3 poAUTENed ecTh CHOC, y KOTOPOro ABOE 3J0POBBIX JeTeil (MajbuuK H
JIeBOYKA), BCE 37I0POBBI; y MaTepu peOEHKA Yy JBOIOPOIHON CECTPhI MO JUHUU OTIa (y J0YEepH POIHOM
CecTphl OTIA) Tpoe JAeTed (CTapiive MalbYUMK W J€BOYKAa — 3/J0POBbI; MIIaIIas JI€BOYKa — 5 JeT,
cabeHbKas, TUI0OXO0 XOJHT, HE UTPAET B IOJBM)KHBIC UTPHI).

Bonpocsr:

1. HazoBuTte Bau npenmnosaraemMblii AMarHos.

2. CoctaBbTe POJIOCIOBHYIO, MOKHO JIM CIENIaTh BBIBOJ O THUIIE HACJIEAOBaHUS 3a00JIeBaHUS I10
cocraBieHHONH popaocnoBHOi? Kak Hacnenyercs 3a0oneBanune? MOXHO I MpeAnosiarath, 4YTO
3a0o0IieBaHKE y JBOIOPOIHON IIEMSIHHHIIBI M Y 10YepU KOHCYIBTHPYEMON OJIHO U TOXe?

3. Pe3ynbraThl KakKux METOJIOB KIMHUYECKOH TaOOpaTOpHON M MHCTPYMEHTAIBHON TUArHOCTHKU
clielyeT Ha3HAYUTh peOEHKY WiH 3anpocuTh? Uto Bel oxxunaere?

4. Kakue MeTobl 00cae1oBaHus He0OXO0AMMBI ISl TIOATBEpKAeHUs Bamero nuarHosa?

5. Ilomyuen pesynpTaT (mpenocTaBisieTcsl €ciu OOy4YarolUICS Ha3bIBa€T HEOOXOAUMOE
uccienoBanue). JlocraroueH v OH A MOATBEPKACHUS WIM UCKIOYEHUS IPEANONaraéMoro quar1osa?
Kakoii cnenyrommii mar? VHTepnperupyiTe TMOMY4YeHHBIH pe3ynbTarT (MpPeAoCTaBisIeTCsl €CiH
o0ydJaroIuicss Ha3bIBaeT HEOOXOIMMOE HCCIeI0BaHUE) (OpouHamop Oonxicen npooeMOHCMPUPOSAmb
VMeEHUe NoNb308aAMbCsL CCHLAKAMU HA OA3bl OAHHDIX).

6. Wutepnperupyiite pe3ynabTar o0cie0BaHUs poauTened peOGEHKa: (IpeJoCTaBlseTCs €clu
o0yyJaroImuiicst Ha3bIBaeT HEOOXOAUMOE UCCIIEIOBAHUE).

7. Kakoit mporno3 310poBbs pe6&nka? Kakoe crieayer Ha3HauuTh JiedueHue? Kak n3MmeHumnach Obl
CUTYyalus, eciiu Obl 1MarHo3 ObUI TOCTaBIIeH B Bo3pacte 1 mMecsl.

8. KakoB MexaHW3M JEHCTBUS MpemapaToB I JIeYeHHs 3Toro 3abosieBanus’ Kak mpoBoauTcs
MaTOT€HETHYEeCKOoe JiedeHue?

9. Kako#i puCK MOBTOPHOTO cTydasi pO>KJIeHHsI OOJBHOTO peOEHKa B JaHHOM cembe? UTo BKITIOYaeT
IUTaH TPOQHUIAKTHYECKUX MEPONPUATHH B JaHHOU cemMbe?

CuryauuonHas 3agaya 19

JleBouka 8 1mer HampaBleHa TEAWAaTPOM Ha KOHCYJbTAIIMIO TEHETHKA 10 TIOBOAY
rermaToCIUICHOMET I HEYTOYHEHHOTO TeHe3a. [Ipu onpoce MaTepr BBISICHIIIOCH, YTO OKOJIO 3 MEC Ha3a/l
POJIUTENH CTAIM OTMEUATh y JCBOYKH YBEIIMUSHUE )KUBOTA, MIOBBIMICHHYIO YTOMIIIEMOCTD.

JleBouka poawiach y 370pOBBIX POJIUTENEH, COCTOSIIIMX B HEPOJCTBEHHOM Opake. B cembe ecTh
MJIaIUH peOeHOK — 3IOPOBBIA Malb4yuK 5 jer. [leprnox paHHETro pa3BUTHS HE OTMEYECH KaKWUMHU-JTHOO
0COOEHHOCTSIMH.

IIpu ocmoTpe peOeHKa BbISBIEHA renaTociyieHoMeranus. KoKHble TOKPOBBI U CIM3UCTHIC
000IJI04KM OOBIYHOM OKpackH, B 00JACTH KUBOTA M Oelep OTMEYaeTcs paclIMpeHHas COCYIUCTas CETh.
Pe3ynbrathl OMOXMMHUYECKOTO aHajdn3a KPOBH IMOKA3ajH IOBBLIIMICHHE AKTHBHOCTH aMHHOTpaHcdepas:
ALT - 80 En/n, AST - 50 En/m; noBbimenue xosecrepuna no 8,4 mmounbs/a (Hopma 0.98 - 5.04);
TMCITUIMHUACMHIO: ToBbImicHue mokasatenedt JIITHIT go 6,31 mmons/n (mopma 0-2,6) u cHUXKeHHE
nokazareneit JITIBIT go 0,41 mmone/n (nopma 1,04-1,55); moBbimieare Tpuraunepuaos 4,81 MMoub/a



(mopma 0,21-1,97); ocTanbHble OMOXUMHUYECKHE MTOKa3aTeau (00muit OnmupyouH, Gppakuun OuIupyorHa,
INII0K03a) B Ipeneiax HOpMBL. JleBouka KOHCYJIbTHpPOBaHa HH(EKIIMOHHUCTOM: HCKIIIOUEHBI
nH(]EKIMOHHBIC 3a00JIeBaHMsI, B TOM YKclie BUpycHbIe renaTuThl A, B u C. JlanpHeinee oocieqoBanme
BKJIIOYAJIO  yJAbTPAa3BYKOBOE  HCCIIEJOBAHME  OpPraHOB  OpIOIIHOM  MOJIOCTH, OOHapyXHUBIIEe
renatociuieHomeranuio, X0 — npusHaku 1upGy3HBIX MU3MEHEHHH MapeHXuMbl nedeHu. [1o naHHbIM
0(pTaTbMOJIOTHYECKOTO OCMOTpPA MATOJIOTUYECKUX N3MEHEHUI HE BBISIBICHO.

B nanpHeiimemM peOGeHOK OBLT TOCIUTAIM3UPOBAH B OTACICHHE TacTPOIHTEPOJIOTHH JIETCKON
KIMHUYecKor OonmpHHIBL. OOcienoBaHne BKIIOYAJIO MPOBEACHUE OMOICHH TEYSHH, KOTopas IoKas3aja
TUCTOJIOTHYECKHE MTPU3HAKHA MUKPOBE3UKYIIIPHOTO CT€AaTO3a IelaTOUTOB.

Bonpocsbr:

1. VYcranoBure mpenBapUTENbHBIN JHWAarHo3, OOOCHYWTE ero (Ha30BUTE AUAarHOCTUYECKHE
KpUTEpUH).

2. Kakue auarHOCTHYEeCKHE METOJbl MCCIENOBaHHUS HEOOXOAMMO IMPOBECTH JUIS MOATBEPKIACHUS
nuargosa?

3. Unrtepnperupyiite pe3yabTar oOcienoBaHusl peOEHKaA: (MPEAOCTABISETCS Ciy 00yJaromuncs
Ha3pIBaeT HeoOXoaumoe wuccienoBanue) (opounamop Oondxicen  NPOOEMOHCMPUPOSAMb  YMeHUE
NOIb308AMbCIL CCHLIKAMU HA 6A3bl OAHHDIX).

4. Kak nacnemyercsi manHoe 3abosneBanue? Ecte nu puck ans cubea (Oparta) yHaciemnoBaTh 3TO
3aboneBanue? TpeOyercs nu ero oOcineAoBaTh, €ClIM TPeOyeTcs, TO KaKhe METOJbl JMArHOCTUKH BbI
opeKoMeHayeTe?

5. Kakoe naTorenernueckoe jge4eHre HEOOX0IMMO TOPEKOMEH10BaTh PEOCHKY?

6. UTo BKIIIOYAET MporpaMma COMPOBOXKICHHS IMAMEHTOB C JAaHHBIM 3a00JeBaHIEM ?

7. Kakue OCJIOXKHEHUS MOTYT BO3HHUKHYTh y TMAaIMEHTa NpPU OTCYTCTBHH IaTOTCHETUYECKOTO
nedenus’?

8. Kakme wmerompl mnpodMIaKTUKH HEOOXOJMMO TMPHUMEHUTh B JIaHHOW CEMbE C IEJBIO
NPEJOTBPALLECHUS POXKIEHUS 00JIBHOrO peOeHKa, B TOM YUCIIE C 3TUM 3a00eBaHreM?
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