2 KypcC.
Jlekuiga Ne1

[ @HETUYHNIN MOHITOPUHT Y NOOCBLKUX
CninbHOTaXx.

CnagkoBi XBOpoOU NOANHMN.
Meaunko-reHeTU4YHEe KOHCYNbLTYBaHHS.

3aciMEHKO
NNapunca bopwuciBHa




CNnoBO « MOHITOPUHI» 3ano3nyeHe 3

aHMNINCbKOT MOBM. MOro 3HaYeHHsa — Le
BiACNIAKOBYBAHHA, MNOCTIMHE CMNOCTEPEIKEHHSA.
TepMiH O3HAYa€E CUCTEMU YN MEeTOoAM
opraHisauil gocnia*KeHb 3 MeTO BU3HAYEeHHA
ONHAMIKM B PI3HUX rany3ax AiAa/IbHOCTI
NoAUHU. TaK, € eKos102iYHUU MOHIMOPUHe,
piHaHco8UU MOHIMOPUH2, 0C8IMHIU
MOHIMOPUH2.

A WO TaKe reHeTUYHUN MOHITOPUHT?




FTEHETUYHUU MOHITOPUHT — ue

CUCTEMATUYHE CNOCTEPEXKEHHSA 33 CTAHOM
reHopoHAY nonynAuii, Wo A€ 3MOry
OLLIHIOBATU HAABHMM MYTaLLIMHMM NpoLec Ta
NPOrHO3yBAaTU NOrO 3MiHMN.

Ller BuA, cnocrepexXeHHA nepepbayvac:

* 36UpPaHHA (/
* 06pOOKY
* aHaNI3

* 30epeXeHHA iIHpopmaLil NPO BUHUKHEHHSA
3aXBOPHOBAHb, 3yMOB/IEHUX MyTareHHUM
BMNJINBOM CepeaoBULLA.







Cuncrtema reHeTUYHOro MOHITOPUHIY rnovana
po3BuBaTuce i3 60-x pokiB XX CTONITTA nicns Tak
3BaHOI «TanigomMigHol KatacTpodu», KOMn
HeraTuBHa [iga NniKapcbKoro npenaparty
Tanigomigy crtana npuynHo HapoaKeHH4A
KINTIbKOX TUCAY AITeN 3 BagamMm PO3BUTKY.



’atoecaT pokiB TOMy, nicrns HAPOOAXKEHHA TUCAY AiTen 3 (Pi3nYHNMHU
BajamMun, ceaaTUBHUM nNpenapar Tanigomin BUNyYnunu i3 BXXUTKY.

[MTicns Toro sik B HiMeLbKin ra3eTi 3’aBMUNocs NoBiAOMSIEHHS, LLIO HAaNIMOBIpHILLe came Tanigomig
CNpUYNHUB PI3NYHI BaaW Y OiTen, aKi Hapomxysanucsa B HimevunHi, noymHatoum 3 1958-ro poky,
BUPOOHNK MeaunkameHTy, komnaHia Chemie Gruenenthal, Bunyymuna 3 npogaxy yci npenapatu 3
Tanigomigom. Lle ctanocsa y nuctonagi 1961-ro poky. lNpogax Tux npenaparis NpMHOCKB
BennYyesHi NpnbyTku.

Uepes kinbka gHiB npuknag Chemie Gruenenthal HacnigyBana 6putaHceka komnaHia Distillers, sika
Mana niueHsito Ha npodax Tanigomigy. Ane Togi Bxe byna 3aBgaHa BennyesHa LuKoaa.

. Tanigomig mae cunbHy ceaatusHy gito. Came ToMy 6ararto XIiHOK npuruManu 1oro y
nepLUi TWXKHI BariTHOCTI, WOOK neriue NepeHocuT paHKoBY HYAOTY, HE 3A0rayro4mnchb Npo Te, Lo
npenapar MoXe BUKIMKaTU MyTauil y IXHIX We HEHapOomMKeHUX OiTen.

Y maniokiB, SiKi 3a3Hanu BNAMBY npenaparty, NoraHo po3BUBalOTbLCA KiHUIBKU, a B AeAKUX
BUNagkKax - oui, Byxa Ta BHYTPillHi opraHn. HeBigoMO, CKinbKU BUKUAHIB CNPUYNHUB
Tanigomia, ane 3a NnpuobNM3HMMK nigpaxyHkamu nuwe B Hime4yunHi 10 Tuca4 HemoBNAT 3’
ABUNNCSA Ha CBIT 3 PisYHMMM BagamMun, CnpuYMHEeHUMU npenapaToM. binbuwicTb 3 HUX
nomMeprnu y paHHbOMY BiLli. 5

Hiki Ta Kpic, xxepTBu Tanigomigy, He BBaXaroTb
doisnyHi Baan nepernoHor Ha LWnaxy Ao LwacTtd

Ha BigmiHy Big uiel napn, ganeko He BCi
XepTBu Tanigamigy aMornu BnawutyBatu
*  CBOE XUTTH




Ti »xepTBY Tanigomiay, Ski BUXUNU, Manu
HEel0PO3BUHYTI, CNOTBOPEHI KiHLiBKKX, 800 He
Masu ix B3arani. Lle o3Hayano, Lo iHLWi cyrnobu
Ta M’'A31 IXHBOrO Tifna 3a3HaBanu 4oaaTKOBUX
HaBaHTaXeHb, a Lie, CBOEID Yeproto, npu3Bogmno
0O XPOHIYHOro 6oso Ta nepeavyacHoOro apTpuTy.

Ane xo4 Leun Bunagok i ctae NpMBoAoM OJist
CTBOPEHHSI CUCTEMW F€HETUHHOIO MOHITOPUHTY,
CNOCTEPEXKEHHS 3a nodidoHuMKM go Tanigomiaoy
pevyoBMHaAMM He BXOOUTb OO0 Kona 3aaau
Cy4YaCHOro reHeTU4YHOro MOHITOPUHIY



3aBaaHHSA | MeToan reHeTUYHOoro
MOHITOPUHIY

OCHOBHMM 3aBAaHHAM reHeTU4YHOro MOHITOpVIHFy € KOHTPOJIb rEHETUYHUX
BaA, AKi BAHUKaAIOTb Yy I10I'Iy.l1ﬂL|,II Ta nonepep,x(eHHﬂ IX BAHUKHEHHA. Y
PaMKaX UbOro 3aBaaHHA reHeTU4YHUNM MOHITOpVIHr BUKOHYE€E TaKi

3aBOadHHA:

1. BUBHAYEHHSA CNPSIMOBAHOCTI CMagKoBOI MIHIMBOCTI B MONYNSALISAX NOAUHW;

2 BU3HAY€HHSA IHTEHCUBHOCTI MyTaLiHOro NpoLecy;

3. OLiHIOBaHHSA CTabINbHOCTI CNaaKoBUX CTPYKTYP K OKPEMMX OCOOWH, Tak i nonynauii y
Linomy;

4.BU3HA4YEHHA reHeTUYHOro cKnagy nonynauin;

5. MPOrHO3yBaHHA KiNbKOCTI NoAen 3i CnagkoBMMU 3aXBOPHOBAHHAMU;

6. ouiHKa LWKIANNBOro BNAMBY (PaKTOpiB HABKONMULIHLOIO cepeaoByLa Ha reHooHA
nonynauil.

,D,J'IFI KOHTpOJ'II-OBaHHFI CcrnagKoBOl MIHITMBOCTI B I'IOFIyJ'IFILI,IFlX HeO6XILI,HO
OLI,IHI-OBaTM BEJIMHNHY TEHETUYHOIO BaHTa>Ky, IHTEHCUBHICTb
MyTaLI,II/IHOFO rlpou,ecy B NEBHIN I'IOI'IyJ'IFILI,II 3MIHy I'IpOFIBIB CMagKoBUX
O3HakK 3aneXXHo BiJ 30BHILLHIX YMOB.



3Ha4YeHHSA reHeTU4YHOro
MOHITOPUHIY

PerynapHun aHania gaHnx reHeTUYHOro MOHITOPUHTY
003BOSide ePEKTUBHO KOHTPOMOBATU CUTYaLi0 Ta
ornepaTtuBHO pearyBaTu Ha 3MiHY YaCTOTU CnagKoBUX
NnopyLleHb Yy Yaci abo Ha NeBHiIN TepuTopil. [eHeTNYHNN
MOHITOPUHI 3aCTOCOBYIOTb AN1A BUABMEHHSA MOTEHLUINHOI
MyTareHHoT Oi1 HOBUX NiKapCbKMX npenaparis,

pI3HOMaHITHI/IX nodbyToBuMx 3acobiB, Xxap4yoBUX ,EI,O6aBOK Ta
IHLLMX PEYOBUH. 3 e




lig yac npoBeAeHHA reHeTUYHOro MOHITOPUHTY
4acToO 3aCTOCOBYHOTb TaKi MeTOAM:

1 . 0bnik AOMIHAHTHMX MyTaUin, SKi YITKO BIAPI3HAKTLCS Big
HOPMMU (BNU3HAYalOTbLCA Bi3yarbHO);

2 .06niKk XpOMOCOMHMX aHOManin (BU3Ha4aloTbCs Nig Yac
TOTasIbHOro KOHTPOJIH0O HOBOHAPOMKEHUX abo
npoBeaeHHSA BUOIPKOBUX OOCHIAKEHD);

3. BU3HAYeHHS 4YacToTWU MyTauin y Difikax CUpPOBaTKN KPOBI;

4. BU3HAYEHHA 4YaCTOTM XPOMOCOMHUX MNOPYLUEHb Y
nimgoouunTax nepmdoepuyHol Kposi.

PeecTpu reHETUYHOI MaToNOoril, WO CTBOPKOTLCH,MICTATb
BIAOMOCTI MPO PIBEHb YPOOXKEHUX aHOManIN Ta IX
4acToTy.



3BepTaloTb yBary Ha cuHgpomu:ayHa,llatay, EaBapaca ta
IHLLI, a TaKoX Ha Bagu : rigpouedarnito,CNMMHHOMO3KOBY
FPVKY.LLINTMHM ryOun Ta NigHEDIHHS TOLLO.

Cnaokoei xeopodou — 3aXBOPIOBAHHSA, OOYMOBJICHI IMOPYILICHHAMH B IIpolecax
30eperKeHHs, nepejadl Ta peasiizanii reHetuyHoil iHdgopmaiii. 3 poO3BHTKOM
F€HETUKHU JIIO/JIHHHU, Y TOMY YHCII i FN'eHETHKH MEJIHYHOI, BCTAHOBJICHA CIAJKOBA
npupoza OaratbOX 3axBOPIOBaHb 1 CHHJAPOMIB, 1110 BBaKAJMCS paHiile
XBOPOOaMH 3 HEBCTAHOBJICHOIO €TIONOTIEIO.

B OCHOBI CHaaKOBHX 3axBOPIOBaHbL JiexKaTh MyTallii: I'eHHi, XpPOMOCOMHI Ta
FeHOMHI.




SI1a1KOBI XBO[: OGVI — e cnaokogi posaou
WP2UTITINY 1 8}13("11 3 NOPYULCHHAMI
PCHEMIUT 020 Mamepiay

Knacudbikauisi cnadkogux xeopob:
) cwm? xeapc@u FIPUYUHCH] 2eHHUMU
’;, ”LW\JU{H
/J) YPOMOCOMHI ~X80pobu CrIpU4YUHEeHHI
[L’Muuw MIHURMU Ma eeHOMHUMU My mauisiMu
"& _ 1 a a 4 <E3 CIAOKOBOIO CXIUJILIHICHIIO — HEOOXIOH
6 ~;,_@“@w@@m é-‘nymptutmx CRAOKOGUX [T 30GHIILIIX
HECnpuAmIUGHX PIIIHGI6 Ccepedoqida.



HI XBOPOOM - me cnazxoi XBopoOH, fiki
BIICHI TCHHUMH MYTal[IIMH.
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SHHI MyTaui'f — ne 3miHa crpykrypu JIHK B
@KAX TeHA. IX BU3HAYAITH 33  JONOMOION
EpMEHTATUBHOTO  aHam3y. HaiiMeHma [uisHka
LHK;, 3miHa sK0i pUBOAMTH [0 MyTaLlll, HA3UBAETHCS
MymoHom (OJIHA Tapa HyKJICOTH]IIB).
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ylm) — BpOJUKEHA aHOMaJlis,
IO XapaKTePHU3YEThCS
HAsBHICTIO «3aiBUX» MaJibLliB
Ha pyul Y4 Ha CTynHi. Sk
npaawlo, LWOCTHI najielb Ha

CTYMHi miznArae

XipypriuHoMy BUAAIEHHIO




w/ " I'EHHI 3AXBOPIOBAHHS NIOANHY
: 0

MOro0 CYHACHUX METOAIB AOCNIAXEHD YXE BIAKPUTO BIU3LKO 5000 MONEKYNAPHUX
3AXBOPIOBAHb, fiKI € HACNIAKOM NPOABY MYTAHTHWUX FEHIB. AEAKI 3 TAKUX 3AXBOPIOBAHb NOKW WO
ﬂll(/YBATH HE BOAETLCA, ANE ANA IHWKHX 3HAWAEHO CNOCOBM NIKYBAHHS.

JaxBOpPOBAHNA Bigomocri npo 3axsoploBannn I

MyKoBicuuaos | BiHWKae BHACNIdOK NOLKOAXEHHA reHa, PO3TALIOBAHOMD HA XPOMOCO-
Mi 7. TIpu3B0ANTL Q0 3aryLLUEHHA CRXETIE 3an03 30BHILLHLOI cekpewi
CNpHYMHAE 3HAYHI NOPYLUEHHA B PODOTI TPABHOI Ta AMXANLHOI CHCTEM |

OeHINKETOHYPIA | BHHMKAE BHACNIA0K NOLKOAKEHHA MBHA, PO3TALUOBAHOID HA XPOMOCO-
Mi 12. T1pH3BOAUTS A0 HEMOXNHBOCTI Nepepodii aMIHOKHCNOTH (ein-
anauiHy. 3a BIACYTHOCTI NIKYBAHHA NPUIBOAMTL A0 YPAXEHHA HEpBosol
CHCTEMM |

JlansToHi3m BUHWKAE BHACNIAOK NOLKOMKEHHA O/IHOTD 3 TPLOX MEHIB, WO BANORI

NaKTe 3a CUHTE3 Binka ONCHHY, AKMA CNpUAMAE BIANOBIAHMA Konip. e
CUHBOT0 ONCHHY PO3TALIOBAHMA HA XPOMOCOMI 7, @ reHW YEpBOHOrD

W 38NeHOr0 — Ha X-xpomocomi. Mpu3BOAKT: A0 BTPATH MOXNKHBOCTI =
CnpuUMaTH BIANOBIAHKI Konip

[emodini BUHUKAE BHACNIA0K NOLKOLXEHHA OAHOTO 3 reHIB, WO BlAnoBiAalTs 3a J

npouec 3caaHKA kpogi. Lli rewu poarawosani Ha X-xpomocomi, Mpuaso-
NATb 0 NOPYLEHHA Npouecis 3CinaHHA Kpog




MonexynsapHi x60poou MinepanvHo2o0 00MiHy

KOBICIH03 — 1€ HAMNOLHKPEHIIIE MOHOTEHHE CTIa/IKOBE 3aXBOPIOBAHHS 3 AyTOCOMHO-
CHBHHM THIIOM YCIAJIKYBAHHS, K€ CYNPOBOKYETHCS KallieM, 3a/1yX00, B JICTCHAX
MAYYETHCA C/IM3, MIIBUIICHHAM TEMIeparypH, 3HIkeHHAM anetuty. BijOysarorses
i B poboTl opranip TpasieHHs. B OUIbIOCT] BUMAAKIB AITH J0KHBAIOTH JI0 CTATEBOI
0CTl, @ MoTiM BMHpaioTh. [le Haifyactime ayTocOMHE 3aXBOPIOBAHHS €BPONEOIAHON
H.




nanbubli Yenosexa
€ MyKOBUCLUMAO3OM




MonekynapHi x60po0u amiHOKUCTIOMHO0 0OMIHY

DCHUIKCTOHYDIS  —  ChajkoBa  XBopoOa, sAKa  3yMOBiIeHAa  jiedekroM  reHa
MEHTY (DeHUIAIAHIHTIAPOKCHIIA3H, 1O 3HAXOAUTHCA HA JOBroMy eyl 12 XxpoMocoMy .
TH, HAPOJUKEH] 3 (PEHUIKETOHYPIEIO, HE 371aTHI MeTabom3yBaTy (DeHUIANAHIH, AKHit Yepes
HAKONUYYETHCS B KpoBl. Taka HEHOpMAJbHA BHCOKA KUIBKICTh (DeHUIAJAHIHY
SPEIIKOUKAE  HOPMAJIBHOMY PO3BHTKY MO3KY. 3a YMOBH BIACYTHOCTI JIKYBaHHS,
PH3BOAMTL /10 PO3ymoBol BijcTanoctl. CniajikoBe 3aXBOPIOBAHHS, AKE XapaKTEPH3yETheA
(0JIOBHUM YHHOM YPaKEHHSAM HEPBOBOI CHCTEMH.







[ emodinis




XDPOMOCOMHI XBOPOOY NH0ANHK

XpOMOCOMHi XBOPO6M ~ Lie CNaAKOB
'XBOPOO6M, AIKI 3yMOB/IEHI F@eHOMHUMM |
' XPOMOCOMHUMM MyTaLisMU. [@HOMHI
MyTauii - 3MiHa KiIbKOCTI XPOMOCOM B
KapioTuni. XpOMOCOMHI MyTauil - Le
3MiHa CTPYKTYPU XPOMOCOM, KINIbKICTb
XPOMOCOM B KapioTUni Npu LbOMy He
3MIHIOETBCA.




)LWUPEHiLi XpOMOCOMHI X8opo6u

= 1) uacmoma: 1/700
‘ HOBOHAPOOINCEHUX,

2) manuii uepen, kopomia wis;

3 ) wupore kpyaie oonuyus,
NPURNAIOCHYME NEePeHiCcCA,
CKIA0KA 8epXHbOT NOBIKU DL
BHYMPIULHBbO20 KYymda OKa,

4) kopomki chananeu nanviyis,
5) saou cepys;
6) 3auea 21-a xpomocoma




CuHgpoMm

ACTOTa HAPOAXKEHHA AiTeN 3 i€l xBopob0oI0 1 Ha 1000. Beankum
' K HAPOAXEHHA B POAUHI , Aie YONOBIKOBI NOHAA 50 POKIB, a

dHLL 33 40. Y KapioTHNI XBOPHX BUSBAGHO 3aiBY 21-WY

’-'g;n MOCOMY. Y AiTew 3 Liero xBopo6oto cneyndivHa 30BHILKICTb -

{

IOTOHIA M'A3iB, PO3YMOBA BIACTANICTb, KOPOTKI KIHLIBKM Ta BY3bKI
03KOCI 0Mi. Taki 4iTM NOBINbHILE PO3BMBAKOTHCA, MAKOTb HU3bKUM
dyHiTeT. Yon0BiKM Be3nniaHi, XIHKU MOXYTb HAPOAUTH AUTHHY, ane




\/ i . \/
XPOMOCOMU BAOPQBOI NIOAUHA TA NHOAWHK, XBOPOI HA CUHAPOM [IAYHA.
NOTPIMHY XPOMOCOMY 21 BUAINEHO YEPBOHUM
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odu npoginakmuku xsopobu JayHa

# Hapopkysati autuny Oakano
y Bitti 19-30 poxis;

» MejKo-reHeTHuHe
KOHCYJIBTY BaHHS POJIHH;

# 3nopoBuii  cnocid  KHTTA,
Oopors0a 31 IKILTMBHMH
3BHUKAMH;

# [lepe/monorosa iarHOCTHKA.



CuHapom EaBapaca

‘CuHppom Egsapaca - Tpucomis 18- napw
'XPOMOCOM. Y XBOPUX NEPeBaXHO YLKOAXEHI
" KUTTEBO BAX/MBI OPraHW: roNOBHUIA MO3OK,

cepue, /NereHi, HUpKW, aHomanii yepena |
© (Keneta, cTtoma Mae Qopmy ronganku,
* MaJeHbKMiA Ta3, CKonio3, 3auTTa xpebuis. Ait
© 3 JaHMM CUHAPOMOM YaCcTO NOMMPAIOT BiApa3y
" NicAA HapoAXeHHA. [0 1 MicALA AOXMBAIOTH
70% Xxsopux; wWwe 7% AOXMBAIOTL /AUle AO




CUHAPOM EABAP/ACA

1) yactota: 1/5000 HOBOHAPOAMKEHUX;

. R 2) OBrMA BY3bKUW Yepen;
| 3) mane niabopiaas;

4) HM3bKO po3TalloBaHi, AePOPMOBaHI Byxa;

5) KOpPOTKi nanbLi;

6) Bagu cepud, aHomanii BHYTPiLLHIX oprak

cTaTeBOl CUCTEMMU;
7) XMUTTE3AATHICTb: MeHLWe] E
8) 10% XBOPUX A0XKWBAE A0




v/

OM EAIBAPAICA ABO TPUCOMIA 3A 18 XPOMOCOMOIO (AHIN. EDWARDS SYNDROME;

J ~ CMHOPOM EQBAP/CA -
«CHU

TRISOMY 18 [T18]) — FEHETUYHE 3AXBOPIOBAHHS. LIE HAVINOLMPEHILIA TPUCOMIA
Miens CUHAPOMY JAYHA s i




M CYHIPON

Apom Maray ~ cepes pisHUX TPUCOMIH
ASETLCA Hayacriwe. MpuynHu xsopobu -
OMif 13-1 napu . MonyasuiHa vacrota
AETHCA B MEXKaX 1:7000-1:8000, y AiBYATOK
CTepiraeTbCa vacriwe, 1:4000. Xsopi
DOAXEHHI MAlOTb HOPMabHI PO3MIpH Tina Ta
acy. KniHiuHO BiA3HAYaK0Th 3HAYHY PO3yMOBY
ACTaNICTh, HU3bKWUK CNaAUCTUIA 106, BaaM

03KY, CEPLA, HUPOK; BY3bKi O4HI WINMHM, HU3bKO
OCaZXeHi ByXa, WinbHi rybu i nigHebiHna. Taki
NOMMPAIOTL Y nepLui 3-4 MicALi abo npoTarom




»w . CUHOPOM NATAY -
« CH

oM ﬂATAV (TPUCOMIA 13) — FTEHETU4HA XBOPOBA, AKA XAPAKTEPU3YETHLCA
BURUKHEHHAM FEHOMHOI MYTALIII, A CAME TPUCOMIEIO MO 13-A XPOMOCOMI. -
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sa 13
: ff” HHSL, QNIKO20b
IH APKOMUKU
= Haubinowuil puzux -
neputi mpu micayi
gazimHocmi




A CUHIPOM NEXEHA i
'ﬁuﬂﬂ/OM KOTAYOIO KPUKY (TAKOX BlﬂOMMﬂ Ni4d HASBAMW: CUHAPOM ﬂEﬂEUlT KOPOTKOIO H@HA 5
XPOMOCOMW, 5P-CUHAPOM ABO CUHAPOM NEXEHA) — PIOKICHE TEHETUMHE 3AXBOPIOBAHHA, AKE

NOeB'ASAHE 3 BIACYTHICTIO YACTWUHW 5§ XPOMOCOMM.

« YPAXEHI UM 3AXBOPIOBAHHAM [ITU (NEPEBAXHO, ANE HE MOXHA CKASATW, LLIO YCI AITW) MAKOTD
MNAY, AKUA CXOXMW HA KOTAYMN KPUK, CAME TOMY LIEW CUHAPOM OTPUMAB HA3BY BIfI 9P. CRI-DU-
CHAT SYNDROME, WO AOCNIBHO O3HAYAE «MNAY KILUKW ABO KPUK KOTA=,




CMHAPOM KOTAYOrO KPHKY

UHAPOM KOTAYOro KpuKY BUHUKAE
HacNi40K BTPATH KOPOTKOro naeya
dparmenTa 5-i xpomocomu. Mnay xsopux
MaJIIOKIB HaraAye M ABKaHHA KOTIB, ANA
HUX XapaKTepHi MaieHbKi po3Mipu
r0N0BM, YNOBINbHEHMIA PICT | pO3yMOBa
BIACTaNICTb, MHOXMHHI aHOManI,
nonigakTunis (3aiei nanbyi) . Cepes HuX
BMCOKA CMEPTHICTb Y NepLuni nepioa




CUHAPOM LWEPELWIEBCBbKOIO-TEPHEPA

+ TPU MOHOCOMII 3A X-XPOMOCOMOIO HABIP CTATEBUX XPOMOCOM BY/IE X0 (€ NIWLLE OfHA X- ./

X&OMOCOMA. BIACYTHA XPOMOCOMA B MAPI NO3HAYAETBLCA HYNEM), | POSBUBAETLCA CUHAPOM
WEPEWEBCLKOMO-TEPHEPA.

« NP LUbOMY OPTAHI3M PO3BMBAETBCA 3A XKIHOYUM TUNOM — HAPOKYETBCA [IBYUMHKA. Y
MAUIEHTKW HAABHI YUCNEHHI AHOMANIT PO3BUTKY, HU3bKWA 3PICT, HESQATHICTb MATU AITEW.
LOMNPABLA, NPABUNBHA TOPMOHAIBHA TEPANIA MOXE 3HAYHO NONEMUXTA NPOAB CUMMNTOMIB.
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/ \‘/\, CUHOPOM KNAWH®ENLTEPA et

AHHA CTATEBUX XPOMOCOM XXY NPU3BOAUTL A0 PO3BUTKY CUHAPOMY KﬂAﬂH¢EﬂbTEF3§«.
+ OPIAHI3M PO3BUBAETLCA 3A YONOBIYMM TUNOM — HAPOMKYETHCS XNOMYMK. NATONONIS

3A3BUYAV HE BUABNAETLCA A0 NEPIOAY CTATEBOMO AI03PIBAHHA. 3 A03PIBAHHAM NPOABNAETHCA
NOPYLEHHA ®YHKL|II CTATEBKX 3AN03, HENPONOPLIMHWA PO3BUTOK MONOYHMX 3ANO3, BUCOKA
WMOBIPHICTb OXWPIHHA TA PO3BUTKY LIYKPOBOIO IABETY, BE3NNIAAA.
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NOMMIKY NPU PO3XOMKEHHI
XPOMOCOM [If] YAC MEMO3Y B
4ONOBIKA MOXYTb BYTH
MPUYMHOIO CUHPOMIB
KNAWH®ENBLTEPA /A TEPHEPA




) A -
’ NoNICOMIS

+ LIKABUMU BUNAOKAMU € NOEAHAHHA XPOMOCOM XYY, XYYY TA XYYYY, O MAKOTb HA3BY
NOJICOMII 3A Y-XPOMOCOMOIO (CUHAPOM AKOBCA).

+ YYONOBIKIB 3 TAKUM HABOPOM XPOMOCOM HEMAE XOAHWUX ICTOTHUX BIOXWNEHL Y PO3BUTKY, ANE
BOHW BINbLL HEBPIBHOBAXEHI TA CXWUNbHI 4O AFPECIT. AOBEAEHO, WO CEPEA YB'ASHEHUX YACTKA
YONOBIKIB I3 NONICOMIEID 3A Y-XPOMOCOMOIO BULLA, HX 3ATANOM Y NONYAALYT NOAEN.

Karyotype from a male with 47 XYY




[na 4oro 3A4iUCHIOITb CKPUHIHT Y MeAULUHI?

* CKpuHiHr (Big aHrA. screening — NpocCitoBaHHA, COPTYBaHHA)
— CTpareria B opraHisayii OXOPOHU 340p0B’A, CNPAMOBaHa Ha
BUAB/IEHHA 3aXBOPIOBAHb Y NOAUHU B NPOLLECi MacoBOro
06CcTe)KeHHA HaceNeHHs.

MaCOBUI CKPUHIHT BCbOrO Hace/IeHHA
* NpeHaTaNbHUM CKPUHIHT HOBOHAPOAKEHUX
KapAionoriyHmMm

YPONOriYHUM
* riHEKONOriYHUW CKPUHIHT TOLWO

CKPUHIHI HOBOHAPOAKEeHUX —
Ba)K/IMBa npoueaypa, aKa
aonomarae 36epertu 3a0pos’a i
MUTTA AUTUHU



({ CKpuHiHr-NporpamMu Ansi HOBOHaPOMAKEHNX»

CKpUHIH2 HOBOHaPOOXXeHUX — MacoBa nporpama 3 BUABMEHHS
CMaaKoBKX 3aXBOPIOBaHb. Lie NepeBipka BCiX 0€3 BUHATKY HEMOBNAT
Ha HasBHICTb Yy KPOBI O3HaK NEBHUX FEHETUYHMX 3aXBOPIOBaHb.
barato reHeTMYHUX BIAXUNEHb MOXHa BUABUTU LWe nig Yac Y31
BariTHUX, ane He Bci. [1ns BusiBNeHHA OinbLU LLUMPOKOro Kona
3axBOpPHOBaHb MPOBOAATbL A04ATKOBI OOCHIAKEHHS.

HeoHaTanbHU CKPUHIHI HOBOHAPOAPKEHUX NMPOBOASATL Y nepLui AHi
XUTTS MarntoKa, Konu BiH LWWe nepe6yBae B NonorosBomy oyanHky. Ong
LbOro y AUTUHN BepyTb KPOB 3 M'ATKM | NpOBOAATL flabopaTtopHe
OOCnimXeHHS. Pe3yrnbsraTt CKPUHIHIY HOBOHAPOMXKEHUX FOTOBI BXe
3a 10 gHiB. Take paHHE O0OCTEXEHHS NOB’SAI3aHO 3 TUM, LLO YNM
paHile byae BUSABMEHO 3aXBOPIOBAHHA, TUM OirnblLUe LLIaHCIB € Ha
O4yXaHHS AUTUHK. A BINbLLICTb 3aXBOPIOBaHb MOXYTb HE MaTu
HISKMX 30BHILLHIX NPOABIB NPOTArOM OEKINbKOX MICALIB | HABITb POKIB
KUTTA

Bw




3a CKPUHIHIY HOBOHAPOMKEHNX OOCTEXYIOTb Ha Taki CnagKoBi
3aXBOPHOBaHHA:

DeHinKemoHypis — 3axXBOPIOBAHHS, 3a SKOro (HEPMEHT, L0 PO3LLENIIE
aMiHOKMCNOTY dpeHinanaHiH, BiACyTHin abo Moro akTUBHICTb 3HMKEHA.

BpodxeHuti 2inromupeo3 — 3axXBOPIOBaHHA LIMTOBUAHOI 3anosu, ake
NPOSABNAETLCA Y NOPYLUEHHI BUPOBIEHHS FOPMOHIB. I'Ip|/|3Bop,|/|Tb no
NopyLIEHHs (i3NYHOro Ta PO3yMOBOIO PO3BUTKY, MiKCeAeMU Y AOPOCHNX,
KPETUHI3MY B iTEN.

Mykosgicuyudo3 — ayTOCOMHeE, peLeCcnBHE, CNagKkoBe CUCTEMHE 3aXBOPOBAHHSA
€K30KPUHHKNX 3aro03. Ypaxkae rnereHi, noTosi 3a503u Ta TpaBHY CUCTEMY,
BUKITMKAKOYN XPOHIYHI pecnipaTopHi Ta TpaBHi npobrnemn. CnpuymHeHe
MYyTaUi€ reHa TpaHCMeMBpPaHHOro perynsartopa MyKoBiCLNAO3Y.

Ak My 6aummo, BCi ocnigpKyBaHi 3aXBOPHOBAHHSA OyXe Cepho3Hi. AKLIo BYacHO
He MNPOBECTN TECT-CKPUHIHI HOBOHAPOMKEHMX | HE NoYaTy fiKyBaHHS, TO
Hacnigku MoOXyTb ByTn BinbLU HiXXK CEPUO3HUMM.

3a pesynbratamMm CKPUHIHTY
HOBOHaPOXXEHOro MoXxe dyTu
npu3HadveHo Y3[ Ta iHwi HeobXxiaHi
aHani3u Ang nocTaHOBKW TOYHOIO 1
OCTaTO4YHOro diarHoasy.




CKpPUHIHr-nporpamm 3acTocoBylOTb Y :

® N/ BUABNEHHA ILLEeMIYHOI
Kapaionorii XBOpobu cepus Ta
apTepiazibHOl rinepTeHsil

® ANA BUABNEHHA

OHKOANOTrI|
NYXAMHHUX XBOPOO

® NNA BUABNEHHA BMN/IUBIB
TUX YU IHLWKMX Npenaparis

dapmakonorii

MeaUYHIN ® 1N5 PaHHbOIO BUABNEHHA
reHeTuui reHeTUYHUX NOPYLLUEHb




Yunnuku 6niugy HapoONHceHHs Oimeil 3 pIsHUMU 6a0aMU;
o[1KizmuB1 3BHUKH(KYPIHHS, QJIKOT0JIb, HAPKOTHKH);

PoboTa 3 TOKCHYHMMHM pevoBHHAMM (KIHKH nepykapl), Ha
MIAMPUEMCTBAX 3 TOKCHYHUMH, XIMIYHHMH PEYOBHHAMM;
*EX0710r1 HABKOMUILHBOTO Cepe/IOBHILA:;

*Pasianis;

[IpoaykTy XapuyBaHHs,Bo/a;

*BxnBaHHS BEMKOT KIILKOCTI JIIKIB Ta IHLUE.

[ToBimoMJIEHHS YYHIB NP0 WIKIUIMBHIA BIUIMB AIKOrOMO i
TIOTIOHOBOTO AUMY.
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| Jlam'smaiime! Joduna, o 6Xusac aAKp20Ab 3OMICHIOE
 aaouun neped Mailbymniv. Bowa HapodXye  xpopy,
/ HeXummesdamuy dumuny, y aKoi He byde wi dumuncmea,
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#1 300p06'5, Hi HOPMAALHOZ0 Kumms.




Meouko-zenemuyne  Koucyiomyeauna - 1€
CHCIIAIbHUA  BHI MEIMYHOI JIOMOMOTH HACENEHHIO,
HANpaBJICHUH HA MPODLTAKTUKY CTIAAKOBUX XBOPOO.
MemKO-TeHETHYHI KOHCYJIBTALIIT I0NOMArakTh JIH/IAM
y TPOrHO3yBaHHI HLI00Y, MOTOMCTBA, KOHCYJIBTYIOTH
BArITHUX JKIHOK, JIONMOMAraioTh Yy BHUPIMIGHHI THTaHb
CHAJKOBOCTI, YCHHOBICHHS JUTHHH, TPOBOJAATH TOYHY
JIArHOCTHKY  CTAJKOBUX  3axBoproBanb. [lix  wac
KOHCY/IbTYBAHHS BHU3HAYAETBCA TPOrHO3 HAPO/IKCHHS
JUTHHA 31 CINAJKOBOK)  IATOJIOTIEK),MOSICHIOETHCA
BIPOTIJIHICT, i€l MOAIl 1 HAJZAETBCS J0MOMOra y
UAHATTI PILLEHHA PO HAPOKEHHS.



WPOTPITERI KOO BPOOXKEHMX Baf, €

311B1/ly BAHHS JIIKapsi 10 HACTaHHS BariTHOCTI

2 Banobiranys HeOaaHol BariTHOCTI
(BUKOPHCTaHHs KOHTPAICTITHBIB)

m 3 l'IpOBeJ.'[e IHS BaKIIMHALII1 10 HACTAHHS BariTHOCTI
@ 4.CroxuBaHHS JOCTATHHOT KIJIBKOCTI BiTaMiHiB
‘@ 5.Biamosa BiJ LIKIUIMBUX 3BUYOK
5 6.ITocTiiiHe BijBiyBaHHs JIiKaps I1i/1 9ac
- BariTHOCTI Ta NPOXOLKEHHs Y3/

= 7.He BxuBaTy JIIKH ITiJ1 Yac BariTHOCTI 6e3
PEKOMEHIalIiT JIIKapsi.




XTONIOBVIHEH 2BEpPTATUCSH A0
KOHCYITbTauin?

3 CIM’SIX SIKMX BJKE € JIITH 3 BaJIaMU 1 IKi XOUyTh
MZ& TV -:"',.'_',—’l'
SIKIIO XTOCK 3 GATBKiB XBOPHH.
AKIO XTOCH Y pOLY XBOpPHIA.
Ocobu, sKi )KUBYTH Y €KOJOTIYHO HECTIPUSTIIMBUX
YHAX.

SIkio Bik Matepi — Oiybiie 35 pokis, a 6aTbka — roHay 40.
K10 MaTi HE MOYKE€ BUHOCHTH JUTUHY ( OyJIM BUKH/IHI)

VY BHITaJIKaX YCUHOBJICHHS.

Yy p’i’;ﬁesrmizmoro mm06y ( Oiapiie 3 pokiB HE MAE AITEH)







BUCHOBKU

e [EHEeTUYHMUIA MOHITOPUHT € CYKYNHICTIO 3aX0AiB
ANA BiACNiAKOBYBAaHHA NOABU U NOLUMPEHHA
CNagKOBUX 3aXBOPHOBaHb

|

e CKPMHIHT Y MEeAULMHI — Lie CUCTEMA NEPBUHHOTO |
0b6CTeXXeHHA rpyn KNiHiuHo 6e3cMmnTomHuUX ocib
3 METOI0 BUABNEHHA BUNAAKIB 3aXBOPIOBaHHA

!

-

e MeToau MONEKYNAPHO - FEHETUYHOI AiarHOCTUKMN
matoTb nepesaru B [1HK - aiarHocTUui NnOpPiBHAHO
I3 IHLWWMMU MeToaamMmm MmeauvyHOl reHeTUKHU

|




[lomallHe 3aBOaHHA

OnpautoBaTt NeEKLIto .
[1atn nncbMoBY BIAMOBIAL HA NMUTAHHS :

1. Un MoOXnuBi BUNaOKW, Komi XBopoba 3i cnagkoBOko
CXUNbHICTIO HasfiBHA B reHoTuni, arne He BUABMNSAETbLCSH
NPOTArOM XUTTH NOANHU? Big 4Yoro ue 3anexuTb?

2. HasBiTb HannowupeHiwi MeEToAN AlarHOCTUKM CnagkoBUX
XBOPOO, LLIO 3aCTOCOBYHOTLCA Y CyYaCHIN MeOUNLNHI.

3. Ak BigbyBa€eTbCA NpodoinakTnka cnagkoBux xsopodb? Yu
B YCiX Bunagkax BOHa MoXnuea?

4. AK opraHi3oBaHe B YKpalHi MeauKo-reHeTu4He
KOHCynbTyBaHHA? LLlo € nigcTtaBoto anga 3aBepHEHHS 3a
KOHCYynbTauien?



A * 3icTaBTe Ha3BaHI MeToaAU MeaU4YHOro
- OIarHOCTYBAHHA 3 OpraHamuy, Lo
' OOCNIAXKYHOTbCA Ta OTPUMAUTE NAaTUHCbKE

1. Cniporpadis
2. Dnwooporpadin

3. Kapaiorpadis

4. lacTtpocKonisn
5. Peorpadisn

6. EHuedanorpadis

& | C/I0BO, AKMM NO3Ha4aloTb XBOPOOY.

b metoa 06CTEeXXeHHA WAYHKY
O MeToA AiarHOCTYBaHHA OPraHiB
rpyAHOI NOPOXKHUHMU

m MmeToA BUMIipoBaHHA 06'emy
NnereHb

r MeTop, BUB4YEeHHA poboTtu cepus

S MeToA, AiarHOCTYBAaHHA r0/IOBHOrO
MO3KY

U MeToA AiarHoCTyBaHHA KPOBOTOKY



« BonesHb (n1at. morbus) —
9TO cOCMosiHUEe opraHn3ma, BblipaXXeHHOE B
HapyLLUeHUN ero HopmalsbHOW OpraHn3ma,
Bblpa)eHHOEe B HapyLUEHNU
ero HopmMmasribHON XU3HeOEeATENbLHOCTH,
NPOOOIMKNTENBHOCTU XXN3HU N €r0 CIIOCODOHOCTY
nogaepxmBatb CBOW IOMEOCTa3 OpraHn3ma,
Bblpa)eHHOE B HapyLUEeHNU
ero HopmMmasribHON XU3HeOeATENbHOCTH,
NPOOOIMKNTENBHOCTU XXNU3HU N €ro COCODOHOCTY
nogaepXmBaTb CBOW roMeocTas. ABnsercd
cregcTBMeM orpaHUYeEHHbIX QHEPreTUYEeCKUX U




