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MeguumHckasn reHeTuka (GM) cTtana npu3HaHHOWM MEAULMHCKOW cneumanbHOCTbIo, C
BaXXHbIMM  KOHUENMUMSMWU W NoaxogamMuM B ANArHOCTUKE W JIEYEHUM MHOTMmUX
pacrnpoCTpaHeHHbIX U peakux 3aboneBaHui. ['eHeTuyeckne 3aboneBaHus crnegyoT
wabnoHam HacnegoBaHWsa, U MOryT ObiTb ayTOCOMHO-PELECCUMBHBIMU, ayTOCOMHO-

AOMWHAHTHbIMK, CBSA3aHHbIMWU C  X-XPOMOCOMOW UK Y-XPOMOCOMOW,  UNun

I MeaunumHCKMil akagemuk B YHMBEPCUTETCKOM LieHTpe wraTa Pard - CESUPA.

2 CTyaeHT-MeauK B YHMBEPCUTETCKOM LieHTpe wTaTa Pard - CESUPA.

3 Borocnos, KaHANAAT MeANLMHCKUX HaYK B 061aCTU KAMHMYECKOro ncuxoaHanusa. OH paboTaeT B TedeHue 15
NeT ¢ Hay4yHOM meToaoN0rMen (MeToq nccae,0BaHNA) B HAy4YHO-NPON3BOACTBEHHOM PYKOBOACTBE Marnctpa u
JOKTOpaHTypbl. Cneumannct no cciefoBaHMAM PbIHKA U UCCNef0BaHNAM, OPUEHTUPOBAHHBIM Ha 340POBbE.
4 KaHamaat meauumHCKmnx HayK. NMpodeccop v nccnenosatenb B YHMBEPCUTETCKOM LieHTpe LiTaTta Pard
(CESUPA).

5> KanaupaaTt meamumMHCKMX Hayk /Tponuyeckune 6onesHu. Mpodeccop n nccneposatens 8 degepansHom
yHuBepcutete Para - UFPA.
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MHoroakTopHbIMU. Llenb aToro nccnegoBaHusi CoOCctosisia B ToM, YToObl onpeaeniTb
npodunbe NaUnEHTOB, fieYeHns B amOynaTopHon krnvHuke GM B YHUBEPCUTETCKOM
ueHTpe B beneme, wrtat Mapa. [aHHble Gbinn cobpaHbl M3 3anucen NaumeHToB,
KoTopble Obinu 3ameyeHbl B nepuoa ¢ 2014 no 2019 roa, ¢ MCNONb30BaHMEM
coBCTBEHHOM aHKeTbl uccrnegoBaTenen, C  AaHHbIMKW, NpOaHanM3MpPOBaHbl W
cacmpoBaHbl Yepes nporpammy Microsoft Excel. Bcero 6b110 npoaHanMavpoBaHO
101 meguumMHCKas OOKyMeHTauusi, B KOTOpbIX npeobnagaet camka (51 naumeHT).
Kpome ToOro, Gonbwas 4actb yxoga 6Obina 3a getbMmu (41,5%). Yto kacaetcs
3THMYECKON MPUHAANEXHOCTN, TO Habnoganucb NUWb nepemMeHHble "0enbin” wn
"KOopu4HeBLIN" ¢ Bonee BbICOKOW pacnpoOCTPaHEHHOCTbIO BONbHbLIX KOpUYHEBLIMU (78
n3 obwero yncna). Kpome toro, benem 6bin cambim pacnpoCTpaHEHHbIM rOPOAOM B
€CTeCTBEeHHOCTW nauueHToB (61 3anuncen). CneumanbHOCTU C HAMBONBLUMM YUCIIOM
HanpaeneHun B amBynaTopHyto KNUHUKY GM Obiniv SHAOKPUHOMOINSE U HEBPOSOTUS, C
HEMpONCUXOMOTOPHOWN 3aepXXKn pasBuUTUSA saBNsSieTcs Hambonee YacTbiM ANarHO30M.
B 42 meguuUMHCKMX 3anmncsx BO3pacT Mpu NOCTaHOBKE AWarHosa He npucyTcTBoBarl.
M3 101 nauneHTa TONMBKO 16 UMENU TreHeTU4Yeckoe KOHCYSNbTUpPOBaHWE, a B
ocTanbHbIX 85 He 6bINO0 HWKakMx 3anmucerm o6 aTon uHpopmaumn. HakoHel,
MaTEPUHCKUI BO3pacT nNpu pPoOXAeHUM He Obin obHapyxeH B OONbLUMHCTBE
MeauuMHCKMX 3anucen (otcytctByeT B 61,38%). Takum obpasom, paspaboTka
npoduns naumeHTa sugenv B amOynatopHon knnHuke GM nmeeT BaXkHOe 3HadYeHue,
TakK Kak CTaHOBUTCS1 BO3MOXHbIM BbISBUTb NtoOble cO0oM B NpeocTaBnsiemMbIX yCrnyr, B

JonoJiHeHne K agantauun spad-rnauyneHT OTHOLEHUA.

KntoueBble cnoBa: MeguumMHCKas reHeTuKa, 8M6yﬂaTOpHaﬂ KINMUHWKa, reHeTn4yeckmne

3aboneBaHus.

RC: 79878
Disponivel em:

https://www.nucleodoconhecimento.com.br/3agpaBooxpaHeHre/amoynaTopHON-

KINMMHUKE


https://www.nucleodoconhecimento.com.br/
https://www.nucleodoconhecimento.com.br/здравоохранение/амбулаторной-клинике
https://www.nucleodoconhecimento.com.br/здравоохранение/амбулаторной-клинике
https://www.nucleodoconhecimento.com.br

MULTIDISCIPLINARY SCIENTIFIC JOURNAL

> REVISTA CIENTIFICA MULTIDISCIPLINAR NUCLEO DO CONHECIMENTO:
2@ :NUCLEO DO

2448-0959 HTTPS://WWW.NUCLEODOCONHECIMENTO.COM.BR

3HAKOMCTBO

[eHeTMka nosBMNacb B MeAMUWHE B Havane ApaguaTtoro Beka, koraa Obino
BOCMNPUHATO, YTO MEHAENbCKME 3aKOHbl €€ T[OBOPAT O peunamBe HEKOTOPbIX
ceMenHbIX pacctponcts. B TeyeHne cneayrowmx 100 net, meguumHCKas reHeTuka
(GM) nepectana 6biTb HebonbLION MNOACNEUMANbHOCTU COCPEaOTOYEHbI NULWb Ha
HECKONbKMUX pPeaKux HacneACTBEHHbIX PacCTPOUCTB, 4YTOObl CTaTb MNPU3HAHHON
MEOVLMHCKOWN CreunanbHOCTU, C BaXKHbIMU NOHATUSAMU U NOAXOAAaMW B ANArHOCTUKE
M TNeYeHMM MHorumx 3aboneBaHuM, KakK pPacnpoCTPaHEHHbIX, TaK W pPeaKknx
(NUSSBAUM et al., 2016).

GM 6bIn npu3HaH B kKayecTBe MeauLUMHCKOM crneumansHocTn deaepanbHbiM COBETOM
no meguvumHe B 1983 rogy m B 1986 roagy, 4tobbl pacwMpuUTb 3HaHUS
crneunanbHocTh, bpasunbckoe o6LWecTBO MeAMLMHCKOW reHeTukn 6bin cosgaH. B
nocnegHee Bpema [M pgenctByeT cooTBeTCTBYyOWMM obpasom B obnactu
FeHEeTUYECKoro KoHcynbTuposaHus (SOCIEDADE BRASILEIRA DE GENETICA
MEDICA, 2020).

Mo paHHbIM BcemupHon opraHusaumm 3sgpasooxpaHeHuna (BO3), reHetudeckoe
KOHCYNbTUPOBAHNE KacaeTCsl TeHETUYECKOro pa3bsACHEHMS, KOTOPOE HanpaBneHo Ha
npenoTBpalleHMe TEeHOTUMOB, OTBETCTBEHHbIX 3a 00Me3HM WnNu BPOXOEHHbIE
AedekTbl, NyTeM NepcrnekTMBHOM UM PETPOCNEKTUBHON MAEHTUdUKaALMM COH30B,
KOTOpble MOryT MPOU3BECTU 3TN n3MeHeHUs. KpoMe TOro, KOHCYrbTUpOBaHME Takxke
oxBaTbiBaeT coobuieHnss o npobnemax, CBsA3aHHbIX C BO3HUKHOBEHMEM WU PUCKOM
reHeTu4eckoro 3aboneBaHus, npoucxoaswero B cembe. [loaTomy Heobxogmmo
yyactBoBaTb B MHOronpousibHOM  KOMaHge  CheunanucTtoB,  CNOCOBHbIX
KOHCYNbTMpOBaTb MNauMeHTa U €ero CemMbld OTHOCUTENbHO AuarHosa, Xxona
3aboneBaHusi, MMEKLINXCA NOOAXOO0B, pMCKa peuuamBa W anbTepHaTMB TakoMy

PUCKY. B oaTOM KOHTEKCTE nogvyepkmBaeTcd, YTO cneunanuncrt, KOTOprI7I npegnaraet
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KOHCYIbTauun, HE MOXeT NpeasioxXnTb, yKasaTb UIN I'IOTpe6OBaTb nosegeHna and

nayneHToB, KoTopbiXx OH neunn (BERTOLLO et al., 2013).

3aboneBaHne reHeTMYECKOro NPOUCXOXAEHNST BO3HUKAET B pe3ynbTate U3MeHeHUn
B MOCnenoBaTeNbHOCTSAX Oe30KCUpUBoHyknemHoBon kucnotbl (OHK), reHeTnyeckoro
MaTepuarna Kaxgoro 4YenoBeka unm mytauumi Ha ypoBHE MOMOBbLIX UMW ayTOCOMHbIX
xpomocoMm (GRIFFITHS; WESSLER; DOEBLEY, 2016).

"eHeTu4eckne 3aboneBaHust cnefyloT WabnoHam HacneaoBaHUs, MOXeT ObiTb: (1)
ayTOCOMHO-PELECCUBHBIN, KOTOPbIN NPOSBNAETCS TONbKO Y OAHOPOAHbIX 0coben Ans
ayTOCOMHOMO reHa, T.e. MOpaKeHHble MNoAN MMEKT OBE KOMUU MYTaHTHOrO reHa,
Takue Kak MyKoBMCLNO03, KOTOPbIN ABNSETCA pe3ynbTatoM myTaumm B reHe CFTR Ha
XpOMOCOME 7, U KNnaccuyeckon (PeHUNKeTOHYypumn, CBA3aHHOM C MyTaunsMN B FeHe,
pacrnonoXeHHOM Ha Xpomocome 12; (2) ayTOCOMHO-AOMMHAHTHbIA, B KOTOPOM
MYTa@HTHbIE TeHbl TakKe HaxoOATCA Ha ayTOCOMHbIX XPOMOCOMaX, OAHAaKO, OAHa
Konusa reHa cnocobHa BbI3BaTb OonesHb, Takyto kak bornesHb XaHTuHrtoHa; (3) X-
CBSA3aHHblE, TaKKe N3BECTHbIE KaK CBSiI3aHHble C MOMOM HacreacTBa, B 9TOM criyyae
XPOMOCOMbI PacnosioXeHbl B HEOMONOrn4yeckon obnactm X-xpoMOCOMbI U MyTaumu
AOMUHUPYIOT Y MYXXYMH, OCHOBHbIMW MpUMepaMn SBMSIOTCH LBeToBas Ccnenorta,
remopunua M MblweyHas auctpodpums [oweHHa; (4) cBasaHo ¢ Y, wnu
HacrnegoBaHue unu HacnegosaHue hol'ndrica orpaHn4MBaeTcs NOMOM, B KOTOPOM
BO3HMKHOBEHME 3aboneBaHnsi CBA3aHO C Y XPOMOCOMbI B €r0 HEe rOMOSIOrMyHoOn X-
XpomMocomMbl; M (5) nonureHHble wWNU  MHOroPakToOpHble, KOTOpble SABMSKTCH
pes3ynbTaToM MyTauuin B pPas3nU4YHbIX reHax WM BO3HUKAKT B pesynbTate
B3aMMOOENCTBUSA HECKOSbKMX (DaKTOPOB OKpyXarllen cpedbl, crnefoBaTernbHO,
M3IOMUHKOW NS pernoHa AmasoHkum bpasunum, B cBA3M C ero 6onblion
0COBEHHOCTBIO U  pa3Hoobpa3MeM SKOMOMMYECKMX W HE 3KOMOrMYecKUx cpeq,
KOTOpble HENOCPEeACTBEHHO CBSA3aHbl C >KU3HbIO MOAEed UM MOryT BHECTU

3HaAYUTENbHBIN BKNag B (beHOTI/IﬂI/I‘-IGCKI/Ie NM3MEHEHNA B HECKOJIbKUX TreHax |,
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HanpuMmep, uwemmndeckas OonesHb cepaua, pak v wudodpenna (LOBO, 2008;
BERTOLLO et al., 2013; NUSSBAUM et al., 2016).

eHeTMyeckne 3aboneBaHWA MOryT Takke BO3HMKATb B pe3yfbTaTe XPOMOCOMHbIX
N3MEHEeHN, KoTopble Knaccudpuumpyrotes kak: (1) yicrnosble MyTauuu, B KOTOPbIX
NPOUCXOOMUT WM3MEHEHME KONMYEeCcTBa XPOMOCOM B KreTke; U (2) CTPYKTypHble
MyTauumn, B KOTOPbIX NPOUCXOAUT U3MEHEHNE (DOPMbI UK pasmepa XpoMocoMm. EcTb
Takke criydanm, Korga CMecCb KIEeTOYHbIX JIMHUA MOXET MPOU3OUTU, C Hanuydnem
HOPManbHOW JIMHUM W OPYron WU3MeHeH, CcobbiTue, Ha3blBaeMoe MOo3auum3m
(BORGES-OSORIO; ROBINSON, 2013).

XpOMOCOMHbIE BapuauMM YUCIEHHOrO XapakTepa KnaccuduumpyloTca Ha aBe
OCHOBHblE KaTeropun: asnnovauu u adHeynnouaumn. Euploidias BknoyaTtb uenble
reHoMbl, 3aTparvMBalLMe BCE XPOMOCOMblI 4enoBeka, Oyaydnm CoCTosHMeE,
HECOBMECTMMOE C XXWU3Hb0. AHEynnouabl BKIOYAKT U3MEHEHUS B XPOMOCOMHOM
KONMM4yecTBe, C yBENIMYEHNEM UM NMOTEepPen OAHOW MMM HECKOSNbKUX XpomocoMm, 6e3
npuenedenuns ransoungHoro Habopa (JORDE; CAREY; BAMSHAD, 2016).

Y MY>XYMH 3TN XPOMOCOMHbIE U3MEHEHNHA, OCOBEHHO B HOMbLUNX XPOMOCOMaX, NOYTH
BCerga CMepTernbHbl, B OTNINYME OT TOrO, YTO NMPOUCXOANT HA MEHbLLNX XPOMOCOMaX,
Taknx Kak xpomocoma 21, koTtopas MOXeT OCTaBaTbCs B KNETOYHOW JIMHUKN, XOTH 3TO
NpUBOOUT K pogaM C (PU3NYECKUMU U MCUXMYECKMMWU Mopokamn passutus. Cpeam
nocneacTeum, MOPOXKAEHHbLIX XPOMOCOMHbLIMU U3MEHEHUSIMW, €CTb CUHAPOMbI [layHa,
dasapaca, MNatay n KnanHgenstepa (ZANELLA; TERENCIO, 2016).

M3 BbllLeCKa3aHHOIo crnegyet OoTMEeTUTb, YTO, MOCKOJIbKY reHeTU4eCcKmne 3aboneBaHus
ABNAKOTCA HernpoBepeHHble ycnoBu4, nocnegywuliee JiedyeHne ABnAeTcsA
HEOTBHEMIIEMOWN YacCTblO fieYeHa N AnnTca Ha NPOTAXEHUN BCEWN XXM3HU NauUUEHTa.

Takum o06pa3om, HacTosiLLee UCCrefoBaHMe HanpaBneHo Ha onpeaeneHne npoduns
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nauneHToB, 3aMe4YeHHbIX B aM6yr|aTopH0|7| knuHuke M, B YHUBEPCUTETCKOM LEHTPE

Belém, Para, Amazonia.
MATEPUAITI N METO

OTO onucaTenbHOE W PEeTpPOCneKkTUBHOE WCCneaoBaHMe, B KOTOPOM  Gbinu
npoaHanM3npoBaHbl MeANLMHCKME 3annCU MaUNEHTOB, JIeYEeHUS KOTOPbIX B Nepuop
aHBapsa 2014 roga no mapt 2020 roga 6binn npoaHanuanpoBaHbl B ambynaTopHOM
knuHnke M LleHTpa MeauMuuHCKMX creumnanbHOCTENn YHUBEPCUTETCKOro LEeHTpa,
pacrnonoxeHHoro B ropoge benem, [llapa. Bce nauyueHTbl (CoxpaHanu CBOK
aHOHMMHOCTb) nognucanu dopMy asTopu3aumm, 4Tobbl MX COOTBETCTBYHOLLME
MeauUMHCKME 3anncu Mornu 6biTb MpoaHanuanpoBaHbl Ans cbopa AaHHbIX And
pa3paboTkM 3TOro uccrnegoBaHusi. ITOT nNpoekT Obin npeactaBrneH M ogobpeH
KoMmnteToM Mo atuke no uUccrefoBaHnAM C YenoBevyeckumMu cyLiectBamm, CorfiacHo
YTBEPXKOEHUIO  3aKmnodeHnsa Homep 2,917,287. A Takke nNpOTOKON  3TOro
nccnegoBaHnsa CTPoOro cnegosan Hopmam pesontounn No 466/12 HaumoHanbHoro
coBeTa 3apaBooxpaHeHusa bpasunum (BRASIL, 2012), koTopasi ycTaHaBnvBaeT

cTaHdapTbl 4N UccneoBaHum ¢ y4acTneMm nogen.

Bbinv BKMOYEHbI MEOULMHCKME 3anucu MauMeHTOB, XWLanu TONbKO B TeyeHue
nepuoaa, O KOTOPbIX FOBOPMIOCh ANS 3TOr0 MUCCneaoBaHusi, U ObiNv UCKINOYEHbI
MeOVLIMHCKME 3anncy NnauMeHToB, 3aMeYeHHbIX B aMOynaTOPHbIX KIMHMKAX ApYrnx
MeONLIMHCKMX crneunanbHOCTeN. Mpodunb Kakaoro naumeHTa ObIn
npoaHanuavpoBaH Ha creaylolmne MepeMeHHble: MoM, BO3pacT, 3dTHUYecKast
NPMHAONEXHOCTb, MPOUCXOXOEHMUE, MPOUCXOXAEHWE MEeOULMHCKOro HanpasreHus,
[MarHo3, BO3pacT MNpu MOCTAHOBKE [AMarHosa, BO3pacT MaTepu Npu PoXOeHWUW,
OCIOXXHEHUSI BO BpeMsi OGEepeMeHHOCTU, TeHETUYEeCKOe KOHCYNbTUPOBaHME U

nocnepytoLlee HabnogeHne MeXancUMNIIMHapHOW rpynmbl.
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MaumeHTbl KnaccuuumpoBanmcb B 3aBMCMMOCTU OT BO3pacTa, COrmacHoO KpUtepusim
BOS3, y peten (go 9 net), nogpoctkos (oT 10 go 19 neT), B3pocnbix (0T 20 go 59 ner)

n noxunelx nogen (ot 60 ner).

C6op mOaHHbIX, OCHOBaHHLIM Ha aHanM3e MeOUMUMHCKUX 3anucen, npoBoauncs c
ncnonb3oBaHMEM COOCTBEHHOro BOMPOCHMKA MCcregoBaTenen, coaepXallero
OObEKTMBHbIE U CYOBLEKTUBHbIE BOMPOCHbl. 3aTeM [aHHble ObiMn C MNOMOLLBIO

nporpammbl Microsoft Excel 2016.

PE3YJIbTATDI

3a atoT nepuopg 6bina npoaHanuamposaHa 101 meguumHckasa gokymeHTaums. M3 Hux
49 ObINM NaUMeHTaMM MYXKCKOro nona m 51 xeHwmHon (pucyHok 1). Kpome Toro,
ObINIO yCTaHOBNEHO, YTO BONBLLIMHCTBO NocelleHnn Obino gns geten, ¢ 41,5% ot
obuwero yncna, a 3atem 31,68% ans nogpoctkoB 1 20,79% ana B3pocrnbix. Cambin
HW3KMI NPOLEHT COCTaBnSAT noxunble noan: 5,94% noceleHnin (pucyHok 2). Ctout
OTMETUTb, YTO M3 00LWEero yncna geTen camasi Bbicokasi YactoTa 3anucen bbina y
nauneHToB B Bo3pacTte 4 net, obHapyXeHHbIX B aHanm3e 10 MeguuUMHCKNX 3anucen.
B AOpyrMx BoO3pacTHbIX rpynnax pacnpegeneHne wmexagy Bo3pactamun 6bino

aHalnorn4yHbIMm.
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PucyHok 1: PacnpepeneHve nauvMeHTOB, 3aMeYeHHbIX B amMOyraTOPHOW KIMHWUKE

MeOULMHCKOWN reHeTUKN No nony.

B sexo feminmmo ™ sexo masculino

UecmoyHuk: [JaHHbIe rmoucka
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PucyHok 2: PacnpepgeneHve nauvMeHTOB, 3aMeYeHHbIX B amMOyraTOPHOW KIMHWUKE

MeOULMHCKOWN reHeTUKN, no BO3paCTHbIM rpynnam.

mcriancas ®adolescentes  wadultos 1dosos

UemoyHuk: [JaHHbIe rouckKa.

UTto KacaeTcsi 3THUYECKOM npuHagnexHocTn, 1o B XoAe aHanm3da MeaununmHCKUX

ALl

3anucen 6binn obHapyxeHbl NnepeMeHHble "6enbin” n "KopuyHeBbIn", 6€3 KakMx-nmMdo
3anncen YEpHOKOXMX MaLMEHTOB, KPOME TOro, YTO OHW MMEKT MELMULMHCKYHO
AOoKymeHTaumo 6e3 3anonHeHus Bonpoca. Takmm obpasom, 6bio 10 Genbix
naumMeHToB, 78 OOmMbHbIX KOPUYHEBLIMM M 13, B KOTOPbIX MHGOPMauUUs He Obina

BKITHOYEHa.

Benem 6bin cambiM pacnpocTpaHeHHbIM ropoAOM B €CTECTBEHHOCTM MNaLMEHTOB.
Cronuua lNape ckoHueHTpupoBana 61 pekopna, 3a koTopbiM crnegyeT AbaaTetyba ¢ 7
naumeHTamn. MNMogyepkmBaeTcs, YTO MONUKIMHMKA MOceLlanacb B aHanu3upyembli

nepunond, B OCHOBHOM ropoaa, B KOTOPbIX HaxoAUTCA CTOSMMNYHBIN pernoH benem.
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MckntoveHneM sBnsieTcs Nulib OAWH cnyyYan 3aboneBaHusi: NauueHT, nepenaHHbIn
n3 cnyxbbl reHetukn yHueepcuteta KamnmHaca B wTtaTte CaH-Mayny. [Opyrue
ropofa, HanaeHHble B nccnegosaHmm 6einm Altamira (1), Ananindeua (4), Barcarena
(3), Benevides (1), Braganca (3), Cameta (4), Capanema (1), Castanhal (2), Cotijuba
(1), Marabé (1), Marituba (1), Mosqueiro (2), Ourém (1), Paragominas (3), Portel (1),
Santo Antonio do Taué (1), Tucurui (1) e Vigia (1) (pucyHok 3).

PI/IcyHOK 3: Pacnpep,eneHvle nauneHToB, 3aMEeYYeHHbIX B aM6ynaTopH0|7| KIMMNUHUKe

MeOULNHCKOWN reHeTUKN, No MPOUNCXOXOEHNIO.

Belem I 60
Camets mE 4
Ananindeua N 4
Paragominas BN 3
Braganca B 3
Barcarena Bl 3
Mosqueirc mE 2
Castanhal m 2
Santo Anténio do Taua W
Ourém
Marituba
Portel
Vigia
Tucurui
Maraba
Cotijuba
Capanema

Benevides

H B B B B FE E R EBE
_ e e e e e e e e e

Altamira

=

10 20 30 40 50 60 70

UecmoyHuk: [JaHHbIe roucka.
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Bbino Takke yCTaHOBMEHO, YTO SHAOKPMHOMOIMMS W HEBPONOrMa  SABMSKOTCA
crneumanbHOCTM € HambBoNbLWIMM  YUCFIOM  MEOUUMHCKUX  HanpasfeHuh B
ambynaTopHyto KnuHuky GM. HesponorMio HanpaBunm 26 naumeHToB, C
npeobnagaHuem peten, 25 M3 KOTOpbIX ObINM neguaTpUYecKMMn nauneHTamm
(10.89%) n Tonbko 1 B3poCnbIN. SHOAOKPUHOMOINIO Hanpasunu 22 nauueHTa. Tem He
MeHee, CcyllecTByeT Takke 60mbLIoe KONMYEeCTBO MEOULMHCKUX 3annucen, B KOTOPbIX
aTa MHpopmauma He Gbina HarmaeHa, B obwen cnoxHoctn 26,73%. B gononHeHne K
3TUM, Apyrne MeauuMHCKME cneuunanbHOCTW, KoTopble ccbinatTcsa Ha GM Obinu
rmHekonorusa (2), Macronorua (2), HeoHatonorus (2), KnuHnyeckaa meguuunHa (1),
Hepmatonorua (1), lactponeguatpus (1), leHeTuka ropoga Campinas (1),
Optonegus (1), MNMynbmoHonorus (1), Peematonorus (1), 340poBbe NOXUIbIX N0OeN

(1) n OcHoBHOM oTAEN 3apaBooxpaHeHuns (1).
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PucyHok 4: PacnpepgeneHve nauvMeHTOB, 3aMeYeHHbIX B amMOynaTOPHOW KIMHWUKE

MeOULMHCKOWN reHeTUKN, no HanpasBJiEHUIO.

Neurologia

Nido Consta

Psicologia

Gastrologia

Ortopedia

Otorrino

Genética

Pediatria

N&o fazem acompanhamento
Mastologia

Clinica médica

Terapia ocupacional e Fisioterapia
Terapia Ocupacional

Salde doidoso

Pneumologia

Dermatologia

Nutricdo

Fonoaudiologia

10 15 20 25

UNemoyHuk: [laHHbIe rioucka.

[narHosbl 6binn AMBepcUULMPOBaHbI.

Nx peako suagenn B unsondaumumnm U 4acto

cBasbiBanu ¢ Apyrum 3abonesaHvem. B ambynatopHon knuHuke M Gbina

HeGonbllas pacnpoCTPaHEHHOCTb HEeWpPONCUXOMOTOPHON OTCTanocT! pasBUTUSA

(ADNPM), ¢ 8 szanucen n, tonbko B 2 cnyyasax, ADNPM 6bin eOuHCTBEHHbIM

RC: 79878
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3aboneBaHneM, MarHoCTMpoOBaHHbIM y NaumeHTa. B gpyrmux 6, ato 6bino cBa3aHo C
KOPOTKMM pocToM U gucmopdmen (3), BpOXAEHHbIA runotupeo3d (1) w
npexxgeBpeMeHHoOe MofoBoe co3peBaHne (2). Hekotopble cuMHAPOMBbI  BbiNK
HangeHbl, gucmopduyeckm cnHgpom (3), cuHagpom HyHaHa (3), cuHapom KopHenum
JNTanre (2), cungpom Cotoca (2), cuHapom 3apsga (1), cmHgpom MapdhaHa (1),
cuHgpom Aapkora (1), CuHgpom [ayHa (1), cuHgpom bBeksuta-Bugepmana (1),
cuHgpom TepHepa (1), cuHgpom [lMpagepa-Bunnn (1), cuHgpom Yunbsmca (1) u
CYHOPOM TMNEPKUHETUKN, CBA3AHHBIN C CUHOPOMOM Aeduuunta BHUMaHuUA (1). bbino
obHapyXeHo nATb criydaeB XpoMoOcoMHoM s46, XY u ewe 5 cnyvyaeB CMHOPOMHOM
YMCTBEHHOW HenosnHoueHHocTn. B pgononHeHne K 4 3anucsam  uccnenoBaHUs
ambpuonaTtumn Bupyca 3uka, 3 nccnegoBaHus cemenHbix 3aboneBaHni, N3 KOTopbIX 2
paka MONoYHOM Xenesbl y cectep. BpoxaeHHble owunbkn obmeHa BellecTs
npeacraBnanu 4 cnyyas, a Takke HebONbLIOM POCT ayTOCOMHO-AOMUHUPYHOLLEro
HacrnegoBaHusa. AkoHAponnasus, X-xpynkas W 3nunencusi, CBA3aHHble C
KOTHUTMBHbIM AeduumnuTom, coctasunm no 3 naumeHTa. Kpome TOro, HeCKosbKO
9HOOKPMHHOM Heonnasum Tvna 1 M HEeCKONbKO 3HAOKPUHHbLIX Heonnasun tuna 2A,
npaBoO OOHOCTOPOHHEN MWKPOTMM, BPOXAEHHbLIA MErakofioH CO CKeneTHbIMU
n3mMeHeHnamun, Dunning TUNA 4YaCTUYHOW NUMNOAUCTPOAUN C  ONIMFOMEHOpPEEWN,
ANCTanbHOW HacneacTBEHHOW HeBponaTum u Herpodmbpomartosa npeacTtasneHbl 1

crny4van Kaxabli (PUCYHOK 5).

[dpyrne ycnoBusi ObiNM HaMOeHbl: MHOXECTBEHHbIN 3K30CTO3 (2), BPOXAEHHas
rmnepnnasvs Hagno4vyeyHUKoB (2), MeTunmanoHoBon kucrnotemum (1), X-cBsidaHHas
agpeHoneykoguctpopua (1), MHorodaktopHOoe U3MeHeHue noBefeHus (1),
AanctanbHoe npeobnagaHve apTporpunos, CBA3aHHbIM C npu3Hakamu Opuabl (1),
3afepxka B CeKCyanbHOM pasBuTMM K3-3a runoroHagmama (1), HecmbposHoro
O6poHxmaktasa (1), GonesHb [Hoxu (1), Aedmunt ropmoHa pocta C HU3KOW
MUHEeparnbHOW MMIOTHOCTbID KOCTHOM TKaHWM C MUAcEHUYECKMM CUHOPOMOM,

cBA3aHHbIM C cuHgpomoM KepHca-Campa (1) , UueHTpanbHbiM MNOTUPEO3 C
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YHUKYNIEPHON MUENIO30M U 3Pe3nKynapHOM MUKpoadeHomon (1), megynnspHoun
KapuuHOMOW  WMTOBMAHOWM  Xenedbl (1), HENpPOrpeccMBHON  XPOHUYECKON
aHuedganonatnen (1), mykosucumgosom (1), numdenema-accounmpoBaHHbLIM
reHogepmaTo3om (1) u runoguctpodumen (1) (pucyHok 5). B TeueHne nepuoga cbopa
AaHHblX 10 nauMeHTOB BCe elle Haxoaunucb nog cneacteMem wnn  6es

3aBepLlUeHHOro AnarHosa.
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PucyHok 5: PacnpepgeneHve nauvMeHTOB, 3aMeYeHHbIX B amMOynaTOPHOW KIMHWUKE

MEMNLNHCKOW FTeHETMKM, MO ANarHoay.

ADNPM m— §
Deficiéncia Intelectua Sindrémica e ————— 5
Cromossomopatia 46, XY S 5
Embriopatia por Zyvka Virus s 4
Erros Inatos do Metabolizmo  me——— 4
Baixa estatura de heranca autossémica dominante - 4
Sindrome Dismérfica me———— 3
Sindrome de Noonan IS 3
Investigacio de doenca familiar  E————— 3
Céancer de Mama —— 2
Sindrome de Cornelia Lange m—— )
Sindrome de Sotos E—— 7
Sindrome de Charge
Sindrome de Aarskog
Sindrome de Down
Sindrome de Beckwith-Wiedemann
Sindrome de Turner
Sindrome de Prader-Willi
Sindrome de Williams
Sindrome Hipercinética associada ao TDAH
NEM 2A
Microtia unilateral direita
Lipodistrofia parcial tipo Dunning com oligomenomreia
Neurofibromatose
Exostose Multipla
Hiperplasia adrenal congénita
Adrenolecodistrofia ligada ao X
Alterag3o do comportamento multifatorial
Atraso no desenvolvimento sexual
Bronquectasia nio-fibrotica
Deficiéncia de horménio do crescimento
Hipotireoidismo central
Encefalopatia crénica ndo-progressiva
Fibrose cistica
Hipodistrofia
NEM 1
Megacolon congénito com alteragbes equeléticas
Neuropatia hereditaria distal
Acidenma Metilmalénica
Artrognipose
Doenga de Doht
Carcinoma medular de tireoide
Genodermatose associada a linfedema

e e e e e T e e T e T e T o T T o T e e e e e R R

UemoyHuk: [JaHHbIe roucka.
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B 42 meguumHCKUX 3anmcax Bo3pacT Npu NOCTaHOBKE AnarHo3a He rnpucyTcTeoBan, 2
naumeHTa 6binn guarHOCTUPOBaHbI ele B yTpobe matepu 1 ewe 4 npu poxaeHUu.
Ewe y 11 naumeHTOoB ObIN AMarHOCTUMpOBaH AuMarHO3 B Bo3pacte [o 2 net; 13
naumeHToB B Bo3pacTe oT 2 Ao 9 net; 18 B NogpoCcTKOBOM Bo3pacTe, ¢ 60nbLLmMmM
uncrnom B 14 net, ¢ 6 gnarHosamn. Bo B3pocnown BospactHou rpynne 6bino 11

ONarHo30B 1 TONbKO 1y NOXMMoro nauyneHTa B 63 roga (pUCYHOK 6).

PucyHok 6: PacnpepeneHve nauvMeHTOB, 3aMeYeHHbIX B amMOyraTOPHOW KIMHWUKE

MeOULNHCKOWN reHeTUKN, No BO3pacTy npu noCtaHoOBKE ANarHo3a.

Nao consta | — 42
Adolescéncia [N i
Entre 2e 9 anos [N 1:
Adultos [ 1
Inferior aos 2 anos [ NNNEGEGEEEEE 1!
Ao nascimento [N 4
Intra-otero [ 2

Idosos i 1

0 5 10 15 20 25 30 35 40 45

UemoyHuk: [JaHHbIe rouckKa.

M3 101 nauymeHTa TONMBLKO 16 UMENU reHeTU4Yeckoe KOHCYSNbTUpPOBaHWE, a B

ocTasnbHbIX 85 He BbINo HMKaKknx 3anucen od aTon MHopPMaL K.

MayuneHTbl Yawe Bcero cneayroT SHOOKPUHOJIOTUN, 21 3anuncen, a 3aTem HeBpOJ1ornn

¢ 20 naumeHTamu, 1 ncuxornorus crieaytoT 7 naumeHToB. Kpome Toro, 5 nauueHTos

RC: 79878
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.....

ObIn NpoBepeHbl ¢ racTpoHoMmuen, 4 ¢ reHetmnkon, OTOpPUHO K opToneamn, ewe 3 ¢
neguatpuven, 2 ¢ npodeccuoHanbHOM Tepanuu, 2 gna  duanotepanum U
npodeccuoHanbHOM Tepanuu OOHOBPEMEHHO, 2 C MeOULMHCKOM KIMMHUKOW, 2 C
macTtonorven, 1 ¢ pedeBon Tepanun, 1 ¢ nutaHuem, 1 c gepmatonornen, 1 ¢
nyrnbMoHosiorven n 1 ¢ noxunoiM 3gopoBbeM. Kpome Toro, B 18 MeaMuMHCKUX
OOKyMeHTax He 6blna 3anofiHeHa nepemMeHHasi, a B ABYX He Oblno nocnenyowmx

OaHHbIX (PUCYHOK 7).

Mpachuk 7: PacnpepeneHve nauveHToB, 3aMe4YeHHbIX B amMbynaTopHON KIUHWKe

MeguunHckon 'eHeTrKM, NyTeM nocneayrowero HabnroaeHneMm.

Endocrmologia I 21
Neurologia I 20
Nio consta I 18
Psicologia NN 7
Gastrologia N 5
Genética IS 4
Otorrino NN 4
Ortopedia IS 4
Pediatria N 3
Nao fazem acompanhamento
Terapia ocupacional e fisioterapia
Terapia ocupacional e fisioterapia

Clinica médica

[T ST o T o

Mastologia
Fonoaudiologia
Nutrigdo
Pneumologia
Dermatologia

Satde do idoso

—

(=)
5]

10 15 20 25

UemoyHuk: [JaHHbIe roucka.
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MHdopmaums o Bo3pacte maTepu OTCyTCTBOBarna B OOMbLUMHCTBE MEOULMHCKMX
3anucen, a He B 61,38% oT obuiero Yncna. B MeguUMHCKUX OOKYMEHTaXx, B KOTOPbIX
npucyTcTBoBana nHgopmaums (38,62%), Bospact matepu B Bospacte ot 16 go 19
net cocrtasun 7,92%, B TOo Bpems kak Bo3pacTt oT 20 go 59 net 6bin B 30,7%

3anucen.

B 36 mMeaMuUMHCKMX OOKYMEHTax He Obino MHopmMaummnm o6 OCNOXHEHUAX BO BpeEMS
B6epemeHHOCTM, a B 25 cny4vasx OCMOXHeHun He 6bino. Te, kTo nmen (40) Gbinu
pa3HoobpasHbl: UHEKUMM MOYEBLIBOASALLMX NyTen (8), MaToYHble KpoBOTEYEHNS (6),
npexaeBpemeHHble poabl (5), npesknamncun (4), 3agepkka B COKpaLLeHUSAX
n3rHaHua nnoga (2), onurormgpamHuo (2), nepuHatanbHbii - uuTokens (1),
ueHTpanbHbin umo3s (1), HedpoTndeckaa konuka (1), pebeHok, nonasBMA B KaHan
pogoB (1), nnaueHTapHbli oTtcnoeHue (1), 6bonb BO Bpema ©GepemeHHocTU (1),
ynotpebneHne ankoronsa un Kypenue (1), rocnutanusaunsa npy MaTtepUHCKOM acTme
(1) , Ykyc cobak (1), kypeHune, meTpopparusi u pebeHok ¢ oHdouene B USG - y Toro
Xe naumeHTta - (1), ucrnonb3oBaHWe KanunnspHOro Kpacutens n obecusednBaHve

Bonoc Ha Tene (1), BetpsiHka (1), u Bupyc matepu 3uka (1).
OBCYXAOEHUA

BeneH - 6pasunbckuin MyHUUMnanutTeT, cTonuua wTaTta [lapa, pacnonoXeHHbIN Ha
ceBepe CTpaHbl, a TO4YHee B panoHe 6pa3nnbckon AMasoHKU. OTO camblin
rycToHaceneHHbl MyHuuunanuteT B [Mapa n BTOpon Ha ceBepe ¢ HaceneHnem 1 492
745 yenosek (INSTITUTO BRASILEIRO DE GEOGRAFIA E ESTATISTICA, 2020).
Fopon VMMeeT 3KOHOMUYECKYH) U CEPBUCHYK CeTb, BKMYash 34paBOOXpaHEHue,

KOTOpad OGCJ'Iy)KMBaeT ropoga cBoero Ctoyin4HoOro pernoHa.

CunTtaetcs, 4To Bpay-reHeTuk Heobxoamm ansa kaxabix 100 000 xutenen, BkoYas
ambynaTtopHoe, 60nbHUYHOE 1 reHeTudeckoe KoHcynbTuposaHme (CARVALHO et al.,
2016; CONSELHO FEDERAL DE MEDICINA, 2020). B wTtaTe lNapa, B HacToswee
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BpeMs, TONbKO 3 Bpaya NpakTUKyT cneumansHoct M, no gaHHbiM ®egepanbHoro
coseTta no meanuuHe (CONSELHO FEDERAL DE MEDICINA, 2020). Kpome ToOTrO,
BCce pabotbl B crtonuue [lape. Takum o6pas3om, OTMeYaeTcsa HexBaTka YChyr,
MOCKONMbKY 3Ta crneuvanbHOCTb MPUHOCUT MONb3y BCEMY KOMMEKTMBY W ycKopsieT
paboTy cucTeMbl 34paBOOXpPaHEHMS. DTO CBSA3AHO C TEM, YTO PaHHAS AuarHoOCTMKa
3aboneBaHUn reHeTUYECKOro MpPOMCXOXOEHMS MO3BONsieT nydwe paboTtatb C
nauMeHTamMm M npegoTBpallaeT MM CBOAUT K MMHMMYMY BO3MOXHbIE CUKBEIbI, a

TaKXe CHWXaeT 3aTpaTbl Npn BO3SMOXXHOM fonee CrnoXXHOM fe4YeHuun.

Apyrumn COOTBETCTBYIOLUMMM OAHHBIMKW, yKa3aHHbIMW B WUCCNeaoBaHUMU, ABNSETCH
OTCYTCTBUE FEHETUYECKOrO KOHCYNbTUPOBAHUA CO CTOPOHbI MEXAUCLUNIIMHAPHON
rpynnel, NoMorasi NauMeHTy, Tak Kak ToSfbKo Okono 16% naumMeHToB MMenu JOoCTyn K
aTON ycnyre, Ana Opyrux, MHopmMauusa oTcyTcTBoBana. JATOT (pakT MoxeT ObITb
CBA3aH C HexBaTKOW YCIyr, MOCKOMbKYy He BCe MauMeHTbl C reHeTU4ecKuMmn
3aboneBaHUAMM UMEIOT B CBOEM PaACMOPSKEHUN YCIYrn, U HEOBXOANUMO pacLUIMPUTb
ceTb yxoda 3a 9TOW O6LWEeCTBEHHOCTbI, YYUTbIBAd BaXXHOCTb MHOrONpPOdUITbHbIX
KOHCynbTauun, ocobeHHO B TOM, YTO KacaeTca npoMUIakTUKM reHOTUMOB,
OTBETCTBEHHbIX 3a 6one3Hn wnu BpoxaeHHble aedektbl (JORDE; CAREY;
BAMSHAD, 2016).

MccnepoBaHme Takke BbISIBANIO BbICOKMA ypoBeHb pedoepanoB mexagy GM un
APYriMMK  cneumanbHOCTSIMU  MeguuMHCKOro LEeHTpa, B KOTOPOM MPOBOAMIOCH
nccnegosaHne. CneunanbHOCTM € HambonbWKMM  4yucriom pedpepanoB  OGbinu
SHOOKPMHOMOIMM 1 HEBPOSOrMKM, NOMMMO HabntogaeTcs HanpasneHne GM apyrum
crneuvanucTam, Takum Kak NCUMXonorn u npodpeccunoHarnbHble TepaneBTbl. byayun,
Oyayun nevanbHO M3BECTHbIM BaXHOCTb MHOrONpogeccMoHanbHOro nogxoaa
NauMEeHTOB, TaK Kak HEKOTOpble reHeTuyeckne 3aboneBaHUs CBA3aHbl C OOHOW MU

HeCKonbKkmx cuctem opraHmama (BERTOLLO et al., 2013).
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UTto KacaeTcss MaTepMHCKOro BO3pacTa Mpu poXAeHuu naumeHta, To Oonee
NMOSIOBUHbI MEAMUMHCKMX 3anncen He coaep)aT MHdopmMauumn (62 mMeguumHcKune
3anucu), OAHaKo MeOMUMHCKME 3anucu, Be KOTOopble MpeacTaBunvM 3TU OaHHble,
CBUAETENbCTBYIOT O TOM, YTO BO3pacT MaTepu npesbiwaeT 35 net B 6 MegULMHCKNX
AOKYMeHTax. OTW [aHHble CTaHOBATCH akKTyanbHbIMW, MOCKOSbKY WCCreaoBaHUA
yKasblBalOT Ha CBA3b MeXOy MPEKNOHHbIM BO3pacToM MaTepu W  pasBUTUEM
reHeTU4YEeCKNUX pacCTponcTB. MccnegoBaHus nokasbiBaloT, YTO pacnpoCTPaHEHHOCTb
reHeTUYeckux ocrnoXxHeHun y nnogos matepen ¢ 20 net coctasngeT 1 k 1000, B 10
BpeMs kak B 35 net ata gons gocturaet 1 n3 350 6epeMeHHbIX XeHLNH. Ele pas
noaTeBepxaas BaXHOCTb T[EHETUYECKOro KoHcynbTupoBaHust (MENDES, 2017,
BARBOZA et al., 2020).

3AKINOYEHUE

Paspabotka npodwmns Ana naumeHTa, nocewjaemMoro B ambynaTopHOM KIMHUKE
MEOMLMHCKOW FeHeTUKU, Ypes3BblMaHO BaXkHa, TaK KakK, HACKOMbKO 3TO W3BECTHO,
CTaHOBUTCS BO3MOXHbIM BbISIBUTb BO3MOXHbIE COOMN B NpefocTaBnsemMblX ycnyrax, a
Takke aganTupoBaTb OTHOLUEHMS Mexay BpadoM U nauueHToM. [logyepkmBaeTcs
Takke, 4YTO MpaBUNbHOE TMPUHATUE W BbINOSIHEHME METOL4OB JlevYeHUs W
nocrnegyowlen AeaTenbHOCTU MO reHeTU4ecKoMy 3aboneBaHuIo 3aBUCUT OT JIUYHbIX
N coumanbHbiX (pakTopoB, a Takke OT ¢asbl, B KOTOpon 6onesHb paccmaTtpuBaeT
BOMPOC O HENnpepbiBHOCTM feyeHus. Takum  obpasomMm, noaTBepxaaeTcs

HeobXoAMMOCTb onpeaeneHus Npoduns neyeHrs naumeHTa.

Takum o6pa3som, pesynbTaTbl HACTOSALWErO MCCNeaoBaHUs MPOAeMOHCTPUpPOBanu
Ba)XXHOCTb  a[eKBaTHOro  3arnofiHeHWss  MEeOULMHCKMX  3anuMcer  nauueHTa,
noceliaeMoro B ambynaTtopHoW KnvHUke «MeauumHCcKas reHeTuka», 4YToObl
n3bexatb NOTEPUM BaXKHOM MHAOPMALMK, KOTOpas MOXET MOMOYb OonpeaenvTb

AnarHo3 nmnm nomMmoYb B nNpoBeaeHnn aera B nocne,u,yrol.u,eﬁ OeATesIbHOCTU NauneHTa.
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Opyrum BaxHbIM (haKTOPOM, BblOENEHHbIM B XO4€ UCCINEeAoBaHUs, SABMSIETCA YacToe
nepekpbiTUE AMArHO30B, TaK Kak nauumeHTbl obblMHO nocelwiaioT Oonee opHoW
naTonorMmn, BaxkHo, 4YTobbl YacTHOCTM yxoda, obpalyas BHMMaHWE Ha 3TOT (akT, C
Tem 4YTobbl M36exaTb BO3MOXHbLIX SATPOrEHHbIX U OCMOXHEHUS!, C NEKapCTBEHHbIMU

B3aMMOLENCTBMSMU BO BpeMA NevYeHn4.
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