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BuknageHo OCHOBHI IpakTH4YHI poOOTH, IO MependadeHi poOOUY0r0 MPOTrpaMolro
HABYAJIBbHOT AUCHUIUTIHE «OCHOBH MEIUYHOI T€HETUKHW», SIKI OXOTUTIOIOTH PO3B’ 30K
3aJady Ha 3°sCyBaHHS MPHUHIMIIB CHAaJKyBaHHS O3HaK Yy JIOAWHM; aJITOPUTMHU
BCTAHOBJIEHHSI TUNY CIAJKyBaHHS XBOPOOM IpPH aHaI31 POAOBOJIB Ta MIAXOIU 0
OI[IHKA PU3MKY HAPOJIKEHHSI XBOPHUX [ITEH y POJIMHAX; METOAMU KapiOTUITyBaHHS
JIOJMHUA TpU PYTUHHOMY Ta JudepeHuiitHoMy (apOyBaHHI XPOMOCOM; OI[IHKY
BIUTUBY TMOJMIMOP(HMX BapiaHTIB TEHIB Ha PHU3UK PO3BUTKY OararoakTOpHUX
XBOpOO; BUKOPUCTAaHHS MIKPOCATENITHUX JIOKYCIB B  MEAUKO-TEHETUYHOMY
KOHCYJIbTYBaHHI; OCHOBM BUKOPUCTAaHHS METOMIB Ol0iH(GOpPMATUKUA MJIS aHATI3y
[aTOJIOT1H y JIIOAWHH.



IIpakTuuna pooora 1. IIpuHUMIM CIAAKYBAHHSA 03HAK Y JIIOJMHU: PO3B’A30K
NMPAKTUYHHUX 32124

OcHo6HI mepminu ma NOHAMMA.

T'en — ninsuka monekynu JIHK, sika € HeoOX11HOO 11 YTBOPEHHS (DYHKI[IOHATIBLHOTO
npoaykty (monexynu PHK uu 6inka).

Anenv — OAWH 13 MOXKJIMBUX CTPYKTYPHUX BapiaHTIB T'€Ha, BapiaHT MOCIIIOBHOCTI
HYKJICOTH/IIB Y BIIOBIIHOMY JIOKYC1 TOMOJIOTTYHUX XPOMOCOM.

[I'enomun — CyKyIHICTb T€HIB OpraHi3My.
@en — eeMEHTapHa 03HaKa OpraHi3My.
@enomun — CyKyImHICTh O3HaK OpraHi3My.

T'omonoaciuni xpomocomu — mapa XxpoMoCOM, CXOKHX 3a OYI0BOIO, SIKI MICTSITh Mailke
oJHaKoBHM HabOip reHiB. OgHa 3 Mapd TOMOJIOTIYHHUX XPOMOCOM ITOXOJUTH BIJ
OaTbKa, 1HIIa — B1J1 MaTepi.

l'omosucoma — opratizm, roMOJIOJIOT1YHI XPOMOCOMHU SIKOTO MalOTh OJIHAKOBI ajell
MIEBHOTO T'eHa.

I'emepo3ucoma — opraHizm, TOMOJIOJOTIYHI XPOMOCOMH SIKOTO MarOTh Pi3HI ajeni
MIEBHOTO T'eHa.

Jominanmuuii anenv — anenb, SKAW TPOSIBISIETHCS B TETEPO3UTOTi. Takuil ayennb
3natHui qaBatu GyHkuioHanbHui npoaykt (PHK uum 6110k).

Peyecusnuii anenv — anenb, Ikl HE Mae MPOsIBY y reTepo3uroti. [locmimoBHICTh
HYKJICOTH/IIB TAaKOro ajelys, HalyacTille Yepe3 HasABHICTh MyTallid, HE Jae
(YHKITIOHATBHOTO MTPOIYKTY.

Jlominyeannsa — TUIl B3a€MOJIl MIXK ajJelIIMU OJHOTO T€Ha, NPU SKOMY OJMH aJleib

(TOMIHAHTHUI ) TOBHICTIO MPUTHIYYE MPOSIB 1HIIOTO ajies (PEIeCuBHOTO).

Henosne oominysannsi — TUN B3a€EMOJIi MK aJleJIIMA OAHOTO T€HA, MPU SKOMY
JTOMIHAHTHUH ajieyib He TOBHICTIO MPUTHIUYE MPOSB PEIIECUBHOTO ajens. B Takomy
BUIIAJIKy T€TEPO3UroTa Ma€ (PEHOTHUII, MPOMIKHUIA Mi>K 0aTbKIBCBKMMH OCOOMHAMU.

Kooominysannss — Tun B3aeMOJIl MIXK allefIIMA OJHOTO T'€Ha, TIPHU SIKOMY OOHIBa
ajiesi MarTh CBIM BIAaCHUHM MPOSIB B rerepo3uroTi. GakTuyHo, oOUJIBa ajeil JarTh
(YHKI[IOHaTBbHUI MPOIYKT, a OT>KEe 00U/IBA € TOMIHAHTHHUMHU.



llenempanumuicms — IMOBIPHICTh MPOSBY O3HAKU. BU3HAaua€ThCsl 4aCTKOK OCOOUH, y
SKUX TIEBHA O3HAKA MPOSIBUIIACS, CEPEe]l yC1X OCOOMH 3 TAaHUM T€HOTHUIIOM.

Excnpecugnicmus — CTyniHb NPOSIBY O3HAKH.

Komnnemenmapnicms — THI B3a€EMOIIi HEAICTLHUX T€HIB, PU SKOMY TPUCYTHICTh Y
3UTOTI JIOMIHAHTHUX ajeliB IMX TIeHIB (Xoya O MO OJHOMY JJIsI KOXXKHOTO TI'eHa)
3YMOBITIIOE TaKWi TPOSIB O3HAKH, SKHK HE CIIOCTEPIraeThCs 3a HASBHOCTI JIUIIIE
OJTHOTO 3 JIOMiHAHTHUX aJICJIiB OKPEMO.

Enicma3 — tun B3aeMO/I1i HealeIbHUX T€HIB, MPU SIKOMY OJUH I'€H MPUTHIYY€ MPOSIB
HIIOTO.

Kymynamuena nonimepisi — TUI B3a€EMOJIli HEAIENbHUX TE€HIB, MPU SKOMY CTYIIHb
IIPOSIBY 03HAKH 3aJICKUThH B KUUIBKOCTI JJOMIHAHTHHX aJIeJIiB T'€HiB, 10 B3a€EMO/IIIOTh.

Hexkymynamuena nonimepisi — TAIN B3a€MO/I11 HEAJNEIbLHUX FE€HIB IPU IKOMY HasIBHICTb
xo4ya 0 OJIHOTO JIOMIHAHTHOTO ayelis Oyb-SKOro T'eHa, 1[0 B3aEMOJIIIOTh, TPUBOIAUTH
710 YTBOPEHHSI TIEBHOI O3HAKH.

I'omoeamemna cmamo — CTaTh, IKa Ma€ OJJHAKOBI CTATEB1 XPOMOCOMH.
I'emepozamemna cmamo — CTaTh, IKa MA€ P13H1 CTATEBI XPOMOCOMHM.

O3Haxu, 3uenniewi 3i cmammio — O3HAaKH, T€HU SKUX 3HAXOIATHCS B CTAaTEBUX
XpOMOCOMAX.

O3naxu, obmedxceni cmammio — O3HAKH, TEHU SIKUX 3HAXOAATHCS B ayTOCOMax, alie
MPOSIBIIIOTHCS JIMIIIE Y OJIHIET CTaTI.

O3naxu, 3anedcHi 8i0 cmami — 03HaKH, TeHU SIKUX 3HAXOIATHCS B ayTOCOMax, ajie B
3aJIEKHOCTI B1Jl CTaTl MalOTh PI3HUIA TUN CMAJKyBaHHS (JOMIHAHTHHMI y OJIHI€I CTaTi,
PEIECUBHUI y THIIION).

lonanopuuni o3maxu — O3HAKWA, TEHU SKUX 3HAXOIATHCS B Y-XpOMOCOMI 1
repealoThCs Bl 0aThKa 10 CHHA.

Mema po6omu: 03HAMOMUTHCS 13 MPUHIUIAMH CHAJKyBaHHS O3HaK y JIIOJUHHU Ta
HABYUTHUCS PO3B’S3yBATH TUIIOBI 3a/1a4l.

Ipuknaou 3a0au:



3amauya 1. T'inodocdaremis y JOAWMHU 3yMOBJICHA JOMIHAHTHUM T€HOM B X-
xpomocomi. HooBIK 3 L1€:0 XBOPOOOIO OPYKHUBCS Ha 30pOBIH XKiHII. SIka yacTuHa
iX 1040K ycmaakye rimodocdaremiro?

3anaya 2. YomnoBik, SKUi CTpaXk/iae HAa TeMOQUIIIO 1 Ma€ HOPMAJIbHUM 31, OAPYKUBCA
Ha XIHII, Y SIKOT HOpMaJibHE 3CiAaHHS KPOBI Ta HOpMaIbHUI 3ip. baTbko 1€l KIHKH
OyB HaJbTOHIKOM 1 cTpakgaB Ha remoduniro. HamumiiTte Bci MOXJIMBI BapiaHTH
TCHOTHITIB YOJIOBIKA Ta KIHKH, a TAKOX MITEH, IO MOXXYTh HAPOJMUTHCS BiJ[ TAKOTO
UTI00Y .

3amaua 3. IlomigakTwiiss — JOMIHAHTHE 3aXBOPIOBAHHA Yy JIIOJAMHU 1 3YMOBJICHE
MyTaIll€l0 B TEHi, 10 3HaXOAUThCS B ayrtocomi. Miomuctpodis romena — X-
3UEIJIEHE PELIECUBHE 3aXBOPIOBaHHS. SIKa IMOBIPHICTh HAPOAUTHUCS JAUTHHI 13 0OOMa
BaJlaMU PO3BUTKY, JIMIIE MIOJAUCTPORIEIO Ta JIUIIE 13 TOJIIAKTHIIIEI0 Y POJAUHI IBOX
(EeHOTHUIIOBO 3I0POBUX OATHKIB (BpaxyiTe BC1 MOKJIMBI BapiaHTU F€HOTHUIIIB).

3anauda 4. Xinka 3 rpynoto kposi III (B), Rh- naponuna autuny 3 II (A) rpymnoro
KpOBi. Y NUTHHU J1arHOCTOBaHA T'eMOJIITUYHA XBOPOOa HOBOHAPOKEHOTO 3a pe3yc-
HECYMICHICTIO. SIKa rpymna KpoBl 1 pe3yc Moxe OyTH y 6arbka?

3amaya 5. Y 4onoBiKa SKOi NOJAPYKHBOI MapH € MiJICTaBH 3BUHYBAudyBaTH KIHKY Y
3paji?

1) 6aThKO 3 meEpIIOK TPYIOK KpoBi, Rh+ ; Matu 3 mepmiorw rpymnor Kposi, Rh+;
JUTHHA 3 TIEPIIIOI0 TPYIIOI0 KpoBi, Rh+;

2) 6aTbKO 3 JIPYror Tpymnor KpoBi, Rh+; maTu 3 Tperboio rpymorw Kposi, Rh-;
JUTUHA 3 TIEPIIOI0 TPYIOr0 KpoBi, Rh-;

3) 6aTbko 3 TpPeThOK Trpymnorw Kposi, Rh-; mMatu 3 Tperhoro Trpymorw kpoi, Rh-;
JTUTHHA 3 TIEPIIOI0 TPyIoro kposi, Rh-;

4) 6aTbKO 3 YETBEPTOI TpyIor KpoBi, Rh+; mMaTu 3 TpeThoro Tpmor Kposi, Rh+;
JWTHHA 3 TEPILOI0 IPyIoro KpoBi, Rh+;

5) 6atbko 3 Apyror rpymnoro kpori, Rh+; Matu 3 TpeThoro rpymoro Kposi, Rh-;
JTUTUHA 3 YETBEPTOIO IPyIoro KpoBi, Rh-

3anauva 6. [logarpa BU3Ha4aeThCsl JOMIHAHTHUM ayTOCOMHUM T'€HOM, EHETPAHTHICTh
akoro y 4onoBikiB 20%, a y xiHok 0%. SIlka WMOBIPHICTh 3aXBOPIOBaHHS y JITEH,
SKII0 OATHKU € TETEPO3UTOTAMHU ?

3amauya 7. Jleski dopmu mm3odpeHii BU3HAYAIOTHCS JOMIHAHTHUM ayTOCOMHUM
IeHOM, NEHETPAHTHICTh sIKOro y romo3uror 60%, a y rerepo3uror 10%. Sxa
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HMOBIPHICTh HAPOJAUTHUCS 3JI0POBiM JUTHHI , SIKIIIO OJUH 3 OATHKIB € T€TePO3UTOTHUM
HOCIEM T€HY, a 1HIINH TOMO3UTOTHHM 32 PELIECUBHUM aJieJeM?

3amava 8. Y moauHu € AB1 GOpMH TITyXOHIMOTH, SKI BU3HAYAIOTHCS PELIECHBHUMU
ayTOCOMHMMH HE3UYCIUICHMMH TeHamu. SIka WMOBIpPHICTh HapOUKCHHS IiTeil
TIIYXOHIMAMH Yy CiM’i, J€ MaTu 1 O0aThbKO CTPaXAAarOTh OIHAKOBOKO (HOPMOIO
IIYXOHIMOTH, a o ApyTiit (hopMi ITyXOHIMOTH BOHH I€T€PO3UTOTH1?

3amaua 9. ['maykoma cmagkyeThes AekiabkoMa musixamu. OgHa GopMa BU3HAYAETHCS
JOMIHAHTHUM ayTOCOMHHMM T€HOM, iHIIa — pPEIEeCUBHUM TaK0X ayTOCOMHHUM
HE3YEIUICHUM 3 TIOTIEPEIHIM TeHOM. Ska IMOBIPHICTh HAPOHKEHHS 30POBOI TUTHHH
y BUMAJIKY, SIKIIO OaTbKU T'€TEPO3UTOTHI [0 0O0OM MapaM MaToJOTYHUX I'eHIB?

3amaua 10. [Ipumyctumo, 1m0 y JIOAMHU 3pICT BU3HAYAETHCS YOTHPMA I'€HAMH, SIKI
JI0Th Ha O3HaKy ojHakoBo. HaiimMeHnmmil 3pict — 150 cm, HailOuemmi — 200 cwm.
Busnaure, sikuii 3picT OyJae y reTepo3uroT 3a 4OTHMpMa I'€HaMH Ta y OCOOMH 3
HACTYIIHUMU T€HOTUIIAMU: Ara1A2Aza3a3A4A4, A1A1A2A%a3a3A4a4,
A1A1ALA2Aza3A4A,

PosrnsHemo mpukiiaau po3B’s3Ky JEKUIBKOX 3ajad, aHaJIOTIYHUX MPEJCTABICHUM Y
CIIUCKY BHULIE.

3aoaua 1. Y OarekiB 3 Il rpymoto kpoBi HapoauBcs cuH 3 | rpymoro KpoBi Ta
remoduniero. O0uaBa 6aTHKM HE CTPAXKIAH 11€I0 XBOPOOOK. BU3zHauTe MMOBIPHICTD
HAPOJHKCHHS APYTOi JUTUHU 3I0POBOIO Ta HOTO MOJKJIUBI IPYITH KPOBI.

JUist po3B’sA3Ky HaHOi 3ajayl croyaTKy TpeOa BCTaHOBUTU TE€HOTUIIM MaTepl Ta
Oatpka. {71 1IpbOTO MOTPIOHO PO3TIIIHYTH KOXKHY 13 HABEIEHUX O3HAK OKPEMO:
CIIOYATKY 3alliCaTh TeHOTUIM OaThKIB 3a T'€HOM, 1110 BU3HAYA€E IPyny KpPOBi, MOTIM —

3a TeHOM, MYTallisl B IKOMY CIIPUYHUHIOE TeMODLIiIO.

Jlpyra rpyna KpoBi y JIOAMHHM BHM3HAYacThCs JOMiHaHTHMM anenem |* (renm

3HaXO4AUTHCA B aYTOCOMi) 13 ABOMa MOXKIMBUMH TI'CHOTHUIIAMH. TI'OMO3HI'OTHHM

Bapiantom |A1* IA}°

Ta rerepo3urotHuM I°I°. 3rimHo ymMoBHU 3anayi, 0aTbKu Maju JIPyry

IpyIy KpoBi, oTxke anensb | npucyTniii y ix renotuni. HeoOXigHO BCTAHOBUTH, KU
Ipyruit anens y napi. g mporo npoaHanaizyeMo Ipyny KpoBi iIXHbOro cuHa. Bin mae
nepury rpymy, regorun gxoi i%° OCKiJIbKY B FeHOTHII JUTUHU OJMH 3 IApH alejiB
TIOXO/UTh BiJ 0aThKa, a IHIIMIA — Bij Martepi, Iie 03Hauae, Mo 6aThbkKU Mau anens i° i

Oy rereposuroramu 140,



BcranoBumo Tenep reHOTUIHM OaThKIB 3a 1HIIOK O3HAKOK — remodiuiiero. Lls
XxBopoOa CHajgkyeTbcsi SK X-34elieHa pelecuBHA, TOOTO TeH, IO 3YMOBJIIOE
NOpPYIICHHS 3TOpPTaHHS KpPOBi, po3TamoBaHuil B X-XpomocoMi. BiamoBigHO, SKIIO
oOuaBa OAaTbKM HE CTpakJadd Ha reModulriio, TO B KOXKHOTO 3 HUX MPUCYTHS X-
XpOMOCOMa 13 JoMiHaHTHHM aneieM X", BpaxoByrouu Te, 10 y 6aTbKa HasBHA JIMILE
omHa X-XpoMOCOMa, HOro TeHOTHMI MOXKHa Bimpasy 3amucatu sk XMY. Ockinbku y
MaTepi HasBHI Bi X-XpOMOCOMH, TO BOHA MOke OyTH sk romosurororo X XH rak i
rereposurororo X1 X" B ymoBi 3anaui 3a3HaueHO, 1O CUH 1Ii€i MOAPYKHBOI HapH
OyB reMod1IIKOM 13 BIJIMOBIAHUM T'€HOTHIIOM X"Y. OueBumHO, 1110 X-xpomMocomy 13
PEIIECUBHUM aJieJIeM CHH YCIaJKyBaB BiJ MaTepi, Y -XpOMOCOMY — BiJl OaTbKa.

Takum yuHOM, BCTAHOBJICHI T€HOMH OATHKIB HACTYIIHI:

Maru: X" X" 1A% Bareko: X"Y I4{°

[IpoanainizyeMo MOKJIMBI T€HOTUIIA MOIT€H, SKI MOXYTh OyTH HapOJDKEHI B
TakoMy TUTI001. JIJis IbOTO 3amUIIEeMO CXpEellyBaHHS, BUKOPUCTOBYIOUM T€HETHUHY
CUMBOJIKY, 1 3amoBHuUMO pemntky [lenera. B Hiil y komipkax Mo ropu3oHTal
3aMHUCYIOThCS TAMETH, SIKI MPOAYKYE€ MAaTEPUHCHKHI OpraHizM (BEpXHIA PSAOK), MO
BEpPTHUKAJ — OATHKIBChKI raMeTu (J1iBUM cTOBMYMK). [Ipu 00’ €1HaHHI raMeT reHOTUITH
MOJIMBUX HAIIAJKIB 3alIMCYIOTHCA Y BIANOBIAHUX KOMipkax pemriTku [lenera.

P 9 XHXAR x 3 XHYIAR

rameTn 9

xXHA xH{0 xXhA xXhjo
rametu &
XHA XHXHAIA | XHXHIAD | xXHXMAIA | XEXDAC
(3.ID* (3.10) (3.11) (3.10)
xHj{0 XHXHIAD | xHXH{00 | xHXN A0 xXHxhjo;0
(3.10) (3.0 (3.11) (3.0
YIA XHYIAA | XPYIA0 | XDYIAA XY 1A
(3.10) (3.10) (X.1D) (X.1D)
Yil XHY A XHyi%;0 XY A XMy
(3.10) (3.0 (X.1D) (X.J)

*[Ipumitka: 3 — 310poBa AuTHHA; X — XBopa autuHa; I, II — mepma Ta apyra rpyma Kposi,

BIIIOBIAHO.

Takum YMHOM, IMOBIPHICTh HAPOKCHHSI 3/I0pPOBOI JTUTHHU B TAaKOMY IILITIOO1
cTaHOBUTH 12/16, T0OTO 75%. MOXIMBI Tpynu KPOBI JITEH — mepiiia Ta apyra.




3aoaua 2. Temua emanb 3y0iB y JIOJIUHM CIAJIKYEThCS JCKUIbKoMa muisxamu. OHa
dbopMa BU3HAYAETHCSA JOMIHAHTHUM ayTOCOMHUM T€HOM, IHIIA — JOMIHAHTHUM X-
34EIJICHUM T€HOM. Y POJIMHI 0aThKU MalOTh TEMHY eMaJb 3y0iB, TeMHI 3yOu OaTbka
3yMOBJICHI ayTOCOMHHM T€HOM, a TeMHi 3yOM marepi — TeHOM B X-Xpomocomi (3a
[IUMH Te€HaMU OaThKU € TETEPO3UTOTAMHU, a TI0 IPYTOMY T'eHY KOXXEH 3 HUX Mae€ JIHIIe
periecuBHI aneii 'y reHoTuni). Bu3HauTe: IMOBIpHICTh HApPOKCHHS NIUTUHUA 3
HOPMaJIbHUM KOJIbOPOM €Majii 3y0iB Ta CTaTh I1€1 TUTUHH.

B miit 3amagi MoBa #je mpo B3aEMOJIII0 ABOX HEalleIbHUX TEHIB, SIKI 3HAXOIATHCS B
PI3HHX XpOMOCOMaX, aj€ OJIHAKOBO BIUIMBAIOTH HA MOSBY O3HAKM — TEMHOI eMalli
3y0iB. baTbku MaioTh JaHy O3HAaKy B pe3yJbTaTl HAsABHOCTI B iXHIX T€HOMax
JOMIHAHTHUX aJieiB PI3HUX TEHIB, 110 B3a€EMOJIIOTh: MaTU — X-34YEIUICHOIO TI'eHa,
0aThKO — ayTOCOMHOTO (3a IUMHU T€HaMU BOHU F€TEPO3UTOTH).

3a yMOBOIO 3ajadi JaHo, IO IO JAPYroMy T€Hy KOXEH 3 HHUX Mae€ JIHIIe
peuecuBHi anenl y reHotuni. OTxe, MU MOKEMO OZpa3y 3alucaTh T€HOTUIN OaThKIB,
MO3HAYMBIIN X-34YETUICHUM I'eH JITepoto A, ayTOCOMHUH T'€H — JIiTepoto B:

P Q X“X%bb x & XAYBb

rameTu 9 X" X2
rametu &

X”B XAXABb | XAX®Bb

(T.9)* (T.9)
X" XAXAbb XAX23b

(T.9) (T.9)
YB XAYBb X2YBb

(T.&) (T.3)

Yb XAYbb X2Ybb

(T.&) (H.&)

*TIpumitka: T — TemHa eManb 3y0is; H — HopMasnbHuit Kotip emani 3y6iB autuna; ¢, & — CUMBOIM

’KIHOYOI Ta Y0JIOBIYOI CTATi, BIAMOBIAHO.

OTxe, IMOBIPHICTh HApOJKEHHS IUTUHU 13 HOPMAaJIbHMM KOJBOPOM eMalli 3yOiB

cTaHOBUTH 1/8 260 12,5%, cTaTh AUTHHHU YOJIOBIYA.

3aoaua 3. Jeaxi ¢opmu mm3o(peHii BH3HAYAIOTHCS JOMIHAHTHUM ayTOCOMHUM
r€HOM, IMEHETPAaHTHICTh SIKOro y romo3uror 80%, a y rereposuror 10%. Sxa

WMOBIPHICTh 3aXBOPIOBAHHS Y JITEH, SIKIO 0ATHKU T€TEPO3UTOTHI 32 IIUM TEHOM?



B 3amayax takoro Tumy croudatky Tpeba BCTaHOBWTH, SIK1 JITH, HAPOJKEH1 y ILII001
0aTbKIB 3a/laHUX T€HOTHUIIIB, B MPUHLHUII MOXYTh 3aXBOPITU. JIJi1 LIbOTO 3amuIEMO
HaJIaHl TEHOTUIIN OATHKIB:

P. QAa x & Aa
F1: AA 2Aa aa

Ockinpkd XBOpOOa BHU3HAYAETHCS JAOMIHAHTHUM ajefieM, TO MOTEHI[IITHO XBOPHMU
MOXYyTh OyTu nith 3 reHoTUnamMu AA Ta Aa (iMoBipHicTh HapokeHHs 0,25 ta 0,5
BiIMOBIAHO). YOMYy TYT BUKOPHUCTOBYETHCS CIOBOCHONYUYEHHS «IOTEHIIIIHO XBOPi»?
CnpaBa y ToMy, IO 3a yMOBOIO 3ajiaul JaHO, IO XBOpoOa, CHAaJKyBaHHS SKOi
TOCITIIKY€EThCS, XapaKTepU3y€EThCsl HETIOBHOIO TMEeHeTpaHTHICTIO. To0To, cepen ycix
TITeH 13 TEHOTUIIOM, Hamnpukiaa, AA TPOSBIATA O3HAKKW XBopobOu Oymyth 80%
(3HaYeHHSI MEHETPAHTHOCTI Yy TOMO3UroT). OTe, IMOBIPHICTh HApPOJKEHHS XBOPOIi
TUTUHU 3 TeHoTurnioM AA OyJlie OpiBHIOBAaTH IMOBIPHOCTI HApOJKEHHS JUTHHU 3
TaKMM TEHOTHIIOM, IOMHOXKEHI Ha BIICOTOK meHeTpaHTHocTi (1/4%0,8 = 0,2).
Amnanoriuno, g renotuny Aa 0,5x0,1 = 0,05. 3aranpHa iIMOBIPHICTh HAPOKCHHS
XBOPOi AUTUHM Y TakoMy 1wtto01: 0,2+0,05 = 0,25.



IIpakTuyHa podoTa 2. AHAJI3 JaHUX, OTPUMAHMX MPH MEIUKO-TEHETUYHOMY
KOHCYJIbTYBaHHI: CKJIAJJAHHA TA iHTepnpeTanis poA0BOAiB NIPH CHAJAKYBAaHHI
ayTOCOMHMX 03HAK. Po3paxyHOK pu3uKiB HapoaAKeHHsI XBOPHX AiTeil B poAUHAX.

['eneanoriuamii MeToJ — MEIMKO-TEHETMYHHMM TIAXiJ, 10 Oa3yeTbes Ha
CKJIaJIaHHI POJOBOAY OCOOM 3 METOI0 BCTAaHOBJIEHHS THUITy CHAJKyBaHHS IEBHOT
HOPMAaJIbHOT YW TMATOJIOT1YHOI O3HAaKH, a TaKOX PO3PAXyHKY PHU3UKIB PO3BUTKY
3aXBOPIOBaHHSI B pAAl MOKOMIHb JaHOi poauHu. [lanmii wmeton mnependavae
BUKOPUCTAHHS 3arajbHONPUUHATOI CUMBOJIKH JUIsI CXEMAaTUYHOTO BiIOOpaKeHHS
cTaTi ocoOW, POJAMHHHMX 3B’S3KIB MDK IHIWBIIAMH Ta HASBHOCTI YH BIiJCyTHOCTI
JOCIIKYBaHO1 o3Haku/xBopobu. Ilpu ckimagaHHI pPOMOBOAIB BUKOPHUCTOBYIOTH
yHIBepcaiabHl miKTorpamu (puc. 2.1), NOKOJIIHHS NPUHHATO MO3HAYATH PUMCHKUMH
mudpamu, ocid y Mexax OJHOro IMOKOJIHHSA — apaOcbkumu. Take cxemaTHYHE
300paX€HHs JTO3BOJISIE€ MPOCIIAKYBATH Iepenady O3HaK Yy TOKOJIHHSX, Ha OCHOBI
4oro poOUTbCSI BHUCHOBOK TMPO XapakTep YCHAJAKYBaHHsS, IO MOJIHMBOCTI
BCTAHOBIIIOIOTBCS. TEHOTHIM YCIX OCI0O Ta pO3paxOBYIOTbCS MOXIHMBI PH3UKH
PO3BUTKY XBOpPOOM y MPEACTABHUKIB OKPEMHUX IMOKOJiHb. KOXKeH THUIl criajiKyBaHHS
O3HAaK y JIIOAUHU Ma€ MpUTaMaHH1 HOMYy OCOOJIMBOCTI.

Jist aymocomuo-0omiHanmHo20 yCnaoky8arHs XapakTepHO Te, M0 BiAMOBIIHE
3aXBOPIOBAHHS 3yCTPIUYAETHCS 3 OJJHAKOBOIO YaCTOTOIO SIK Y YOJIOBIKIB, TaK 1 KIHOK, a
TAaKOX PIBHOIIIHHO TEPENA€TbCs HACTYIMHUM TOKOJIIHHSIM TIPEJICTaBHUKAMU 000X
cTaTell (1€ € XapaKTepUCTUKOI0 CaMe€ ayTOCOMHOCTI XBOPOOHU: I'eH, MyTallli B SKOMY
CIPUYHHIOIOTH XBOPOOY, 3HAXOJUTHCS HE B CTATEBUX XpoMocomax). O3HaKamu TOTO,
0 3aXBOPIOBaHHS Ma€ caMe JOMIHAHTHHM THI yCTaaKyBaHHS € Te, 10 3a3BUYail y
KOXXHOMY TOKOJIIHHI Y POJMHI € 1HIUBIMIN, IO CTPAXKIAIOTh Ha XBOPOOY; y MITEH, 110
MIPOSIBJISIIOTh O3HAKW 3aXBOPIOBAHHS, € 000B’SI3KOBO XTOCh 13 OaThKIB, 110 TEXK Mae
3aXBOPIOBAHHS; SKIO K JKOJIEH 13 0aThKIB HE Ma€ 3aXBOPIOBAHHS, iX MITH OYIyTh
HApOJKYBAaTUCS 370POBUMH (3a BUHSITKOM IOSBM HOBOI (de NOvO) myTarii, ska
CIPUYUHIOE XBOPOOY, Y AUTHUHH).

Y  BUNAAKY  aymMOCOMHO-peyecu8Hoco  YCNAaoKy8aHHs  XBOPOOM  TEX
CIIOCTEPITAEThCS OJHAKOBA WMOBIPHICTH i PO3BUTKY JIJIsi YOJOBIKIB Ta >KIHOK, a
TAaKOX PIBHOWMOBIpHA MOKJIMBICTH TE€pe/layl HACTYNMHUM MOKoJiHHAM. OpHak, Ha
BIIMiHY BiJl ayTOCOMHO-OMIHAHTHOTO THUITy CHaJKYBaHHS, /Ul LIbOIO TUIy XBOPOO
XapakTepHO Te, M0 Yy JESIKUX TOKOJIHHAX BIJICYTHI OCOOHMHHM 13 TIPOSIBOM
3aXBOPIOBaHHS, 1HOJI XBOpoOa MOXKE€ 3HOBY 3 SBHTHCS B POJOBOMAlI yepe3 2-3
nokomHHs. Ciif 3a3HaYMTH, WO JI PIAKICHUX 3aXBOPIOBaHb WMOBIPHICTH IOSIBU
XBOpOOM 3HAYHO 3pOCTa€ Yy BHUMAAKY cHopigHeHux 1uio0iB. OKpiM  IBOTO,
XapaKTEpUCTUKAMHU JIAaHOTO TUIY CIHAJKyBaHHS € Te, 10 y ABOX 3/I0pPOBHUX OAaTHbKIB

10



MOXYTh HAapOJKYBAaTHUCA MITH 13 3aXBOPIOBAHHAM Yy BUMAJAKY, SKIIO OaThbKU
reTepO3UTrOTHI 3a BIAMOBIAHUM TE€HOM (IMOBIPHICTH HAPOPKEHHS XBOPOi TUTHHU
CTaHOBUTH 25%; WMOBIPHICTh HApOHKEHHS 3J0POBHUX JITEH y Takux OaTbKiB —75%,
2/3 3 sakux OyayTh, K 1 OaTbKH, TETEPO3UTOTHUMH HOCIIMH XBOpoOM 0e3 ii
¢eHoTHIIOBOrO IMPOsABY). SIKIIO X 000€ OaThbKiB CTPaKAAlOTh Ha BIATOBIIHE
3aXBOPIOBaHHS, TO BC1 IX AITH Te€X OyAyTh MaTH LI0 XBOPOOY.

OcHo6HI mepMiHUu ma NOHAMMmIA:

T'eneanociunuti memoo — METOJ CKJIQJIaHHS POJIOBOJIB, 3a SIKMM MOKHA BU3HAUYUTH
TUI CHIaJKyBaHHS O3HAKH.

IIpo6amno — ocoba, reHeasnoris aKoi TOCTIIKYEThCS.
Cibcu — piHi a00 ABOIOPIJIHI OpaTH Ta CECTPH.

Momnozueomui (oonosuYesi) 6iu3HIOKU — OCOOUHH, 1110 PO3BUBAIOTHCS 13 O1acTOMEpiB
OJTHI€T 3aIUIIHEHO] AULEKIIITUHN Ta MAIOTh 1JIEHTUYHI T€HOTHIIH.

Juzueomni (piznosiiyesi) 6au3HIOKU — OCOOUHHU, IO PO3BUBAIOTHCS 13 JABOX PI3HUX
3aIUTIIHEHUX SULEKIITHH, 110 JO3PUIA OJHOYACHO 1 OyJIM 3aIljIiHEH] JBOMA PI3HUMHU
CIIEpMAaTO3011aMH.

O 37,0p0OBa XiHKa m cmbeu
I:I 3A0POBUMN HOJOBIK Iﬁl (ﬁ) MOHO3UIOTHI 6IN3HIOKK

Q /;l npo6aHg,
. . Ij%) ﬁﬁ LM3UTOTHI BAU3HIOKM
<> ocoba HeBigoMOi cTaTi

A BUMKMAEHb OID 6e3aiTHUI Wwnob

* MmeanyHuiA abopT Q |;|6e3nni,u,,u,ﬂ

‘ MepTBOHapOAXeHa AUTUHa . . XBOPi 0COBMHM

D_O- W6 .:| O reTepo3nUroTHi HOCIT 03HaKM
D=Q crnopigHeHuit Wb

Puc. 2.1. YMOBHI 3arajgbHONPHUIHATI MO3HAYKH, 1110 BUKOPUCTOBYIOTHCS MpU
CKJIaJIaHH1 pOJIOBO/IIB
11



Mema pobomu: HaBUUTHCS IHTEPIPETYBAaTH Ta CKJIQJaTH POJOBOAU IS
3aXBOPIOBaHb, 10 MAKOTh AyTOCOMHHUUI THUI CIaJIKyBaHHs, a TAaKOX pPO3paxOBYBaTH
PHU3HUKHU PO3BUTKY 3aXBOPIOBAHHS JIJISl PI3HUX THUIIIB CIIJIKyBaHHSI.

Xio pooomu:

1. PosrasiHbTE POJIOBiJ, MpeacTaBicHU Ha puc.2.2. BCTaHOBITH MOXIMBUM THIT
CHaJIKyBaHHS JIaHOTO 3axBoproBaHHs. [lepemaniolite pooBia y 1abopaTopHuit
30IIMT. 3aMIUITh, 1€ 1I€ MOKIIMBO, FTEHOTUI KO>KHO1 0coou. Po3paxyiiTe puznuk
PO3BUTKY 3aXBOPIOBAaHHS JJIs AUTUHU Tlapu 4-5, IV mokosiHHS.

-
M2

1 2 3 4
1l O .
1 2 3 4 5 5
1% O O
1 2 3 4 5 B il
?

Puc.2.2. ITpuknan pomoBoay Ne 1.
Anzopumm po3e6’a3Ky

[lepm 3a Bce, MpoaHATI3yeEMO XapaKTEPUCTHKH JJAaHOTO POIOBOAY, 00
BCTAHOBUTH THI yCHaAKyBaHHsS. J[aHe 3aXBOPIOBAaHHS 3YCTPIYAETHCS MPAKTHYHO 3
OJIHAaKOBOIO YaCTOTOIO Y YOJIOBIKIB Ta KIHOK (y HaBeI€HOMY POJOBOJII 3 YOJIOBIKa Ta
2 >KIHKM MarOTh 3aXBOPIOBaHHS), OTXKE, HAHOUIBII IMOBIPHO, 1110 T€H, STKUA 3yMOBITIOE
XBOpOOY, po3TamoBanuii ayrocomi. O3HaKo TOro, 1110 AaHa XBOopoOa CKOpIII 3a BCe
€ PEIECUBHOIO0, € TOM (DAKT, MO y 3A0pPOBUX OATHKIB HAPOIKYETHCS XBOpa AUTHHA.
Hanpuxknaz, gonosik nijg Homepom 2 3 nokoiiHHs [ (cumBoiyHuUi 3anuc, SKuid Mu
OyZeMo BHUKOPHUCTOBYBAaTH TYT 1 Aaii Uil MO3Ha4YeHHs ocid y pomomomi: I11-2)
3I0pOBHH, Tak camo, sk i #Woro npyxwuna (III-1), a omuH 3 #oro cuHIB Mae
3aXBOPIOBaHHS. AHAQJIOTIYHO, y JAaHOMY pOJOBOAI y 3I0pOBUX OaTbKiB OyiH
HapOJKEeH1 XBopi it (mapa 3 mokodiHHA | Tta mapa 1-2 3 mokominns III). Bei mi
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O3HaKM BKa3ylOThb Ha T€, L0 JaHE 3aXBOPIOBAHHS Ma€ ayTOCOMHO-PEIECUBHUN THI
yCHaIKyBaHHS.

VY BumagKky Takoro THIYy YCHAJIKyBaHHS OCOOM, SKI CTpaXJarTh Ha
3aXBOPIOBaHHS, OyAyTh MaTH TEHOTHUII aa (pelecuBHA TOMO3UTOTA), TOJ1 K 3I0POBI
IHIWBIAM MOXYTh MaTu TeHotun AA (AoMiHaHTHA ToOMo3urora) abo Aa
(rereposurora). OHAK, SKIIO Y 30POBHX 0OATHKiB HAPOPKYETHCS XBOpA JUTHHA, 1€
€ CBIJJUEHHSIM TOTO, 1110 BOHH 000€ € TE€TEPO3UTOTAMH 32 TEHOM, SIKUH 3yMOBJIIOE JaHe
3axBOproBaHHsA. TakoXk, SKIO Y 310pOBOI 0COOM OIUH 3 OaThKIB CTPa)</J1a€ Ha TakKe
3aXBOPIOBaHHS, TO 11 ocoba Tex Oyne rerepo3urotHoro. Kepyrouuch mumu
MIpKyBaHHSIMH, PO3MUIIEMO MOXJIMBI T€HOTUITHA KOXKHOI 0COOH y POIOBO/II.

Ockinbku, y mapu 1-2 3 meprioro nokojiinas € oauH cuH (II-2), mo mae
3aXBOPIOBAaHHS, 1 HOro reHOTHUIl IOBUHEH OyTH aa, TOA1 iX reHoTunu Oyayth: I-1 Aa
Ta [-2 Aa, a renoTun ix cuna, mo mae 3axBoproBanus (II-2), Oyae aa. I'enoTunu ix
ABOX iHIUX (310poBux) miten 11-3 ta I1-4 moxyTh OyTH sik A4 (3 iMoBipHICcTIO 1/3),
Tak 1 Aa (3 WMoBipHicTIO 2/3); 1HbOpMaIlii, HaBeJAEHOI Yy JaHOMY pPOJIOBOI,
HEJO0CTaTHBO, 100 11€ TOYHO BCTAHOBUTH.

Ockinbku y mapu 1-2 3 mokomiHHs Il € miTh, sKi MaloTh JaHe 3aXBOPIOBAHHS,
TOOTO MarOTh T€HOTHUIl ad, TO MOXKEMO 3pOOMTH BUCHOBOK, LIO 370poBa kiHka II-1 €
reTepo3uroTor0 Aa (XBOpi IITH Ii€i mapyd OTPUMAIM OJMH PELIECUBHHUI ajeib Bij
O0aTbKa, SKUM CTpakJa€e Ha 3aXBOPIOBAHHS, a IHIUMN PEUECMBHHUI ayeilb BOHHU
MOBUHHI OyNu oTpuMaTu BiJ Matepi). ['eHoTunu miteit miei mapu Hactynsi: [11-2 Aa
(foro 6aThKO MepeIaB HOMy PELleCHBHUI ajiellb, MaTH — JoMiHaHTHuM), 111-3 aa, 111-
4 qa, I11I-5 aa.

I'enotun xiuku I11-1 Aa, oCKITbKM y HET € CHH 13 3aXBOPIOBaHHSIM (BHUIIE BXKE
Oyau 3a3Haveni renotunu ocid II1-2, III-3, III-4, III-5). T'enortun uonosika III-6
MoOXxe OyTH sik A4, Tak 1 Aa, TOUHO BCTAHOBUTH 1€ 32 JJaHUM POJOBOJIOM HEMOKJIMBO.

Bignosigno, reHotunu giteit 3 IV mokoninuag OyayTs HactynHumu: V-1 — aa,
IV-2, IV-3 ta IV-4 — moxyTh 0yt A4 (¥imMmoBipHICTh - 1/3) abo Aa (MMOBIpHICTH -
2/3), IV-5, IV-6 ta IV-7 — Bci MaroTh reHOTHIT Ad, OCKIJIBKH TX MaTH XBOPI€ HA JaHE
3aXBOPIOBaHHS 1 MIOBUHHA MaTH T€HOTHUT ad.

Po3paxyemMo pu3uK HapOMKEHHS TUTHHU 13 3aXBOPIOBAHHAM Il mapu 4-5
nokoutiaHs [V. Mu TouHo BcTaHOBWIIH, 1110 Y 0aThka (IV-5) reHotun Aa (iIMOBipHICTB
nporo — 100%, a6o 1), Toxi sik y marepi (IV-4) moxyTs Oyt nBa BapianTH: AA
(imoBipHicTs — 1/3) abo Aa (iimoBipHicT, — 2/3). 1li nBa BapiaHTH HOTPIOHO
BpaxyBaTu Tpu oOpaxyHkax. SIKimio y marepi reHotun A4, To y JiTed i€l mapu
MOXYTbh OyTH HacTynH1 reHoTunu: A4 abo Aa y cruiBBinHoueHHi 1:1. Y Oynab-sikomy
BUIIAJIKY, BC1 JITH OyAyTh 3A0POBHMHU, OTXKE B JAHOMY BapiaHTI pU3HMK HAPOJKEHHS
JTUTHHU 13 3axBoproBaHHsIM — 0%.

13



Axmo y marepi Oyne reHOTHUN Aa, Toal y JITeH i€l mapu MOXKYTh OyTH
reHotunu: AA, Aa ta aa y cuiBBigHomeHHi 1:2:1. Jlume octaHHIi T€HOTHI MOXeE
NPU3BOJIUTH IO PO3BUTKY 3axBoproBaHHsA. OTke, B I[bOMY BapiaHTi pPH3HUK
HapOPKCHHS JUTHHH 13 3aXBoproBaHHsIM — 25% (1/4).

Opnnak, BpaxoByroud TOM (hakT, 1O Yy Marepli MOXyTb OyTH pPi3HI BapiaHTH
TeHOTHUITY, HaM TOTPIOHO y 3araibHOMY MiAPaxyHKY PU3HKY BpaxyBaTH WMOBIPHICTb
TOTO, 10 BOHA MOKE OyTH T€TepPO3HrOTOI0 (JIUIIIE Y TaKOMY BHUIAIKY € PH3UK, IO
HApOJUTHCS TUTUHA 13 3aXBOPIOBAHHIM). TakuM 4MHOM, 3arajbHUMN MiAPaXyHOK Oyze
HacTynmHuM: 2/3 (AMOBIPHICTh TOTO, IO MaTH TE€TEPO3UTOTa) MOMHOXKUTH Ha 1/4
(MMOBIpHICTh HAPOKEHHS TUTHHH TOMO3HMIOTHOI 32 PELIECUBHUM ajelieM, SKIIO

0atbku retepo3uroTH): 2/3*1/4 = 2/12 ~ 0, 167 (16,7%).

2. PosrisiHBTE POMOBiA, TIpeacTaBieHuid Ha puc. 2.3. [lepemantoiiTe pomoBia 10
7a00paToOpHOro 301MTa. BCTaHOBITH MOMJIMBUI THUN CHAAKyBaHHS JaHOTO
3aXBOPIOBAHHS Ta 3alUILIITh BaplaHTU N€HOTHUIIB KOXHOI ocobu. Po3paxyiite
PU3UK PO3BUTKY 3aXBOPIOBAHHA JUIS HACTYNMHOI AWTUHUA mapu 11-12,
nokomiHH: [11.

1] 2
I O
1] 2 3 4 | 5 6 | 7
|
[
12 3|4 5 6|7 g8 9 10 11|12
Iv
12 3 4 5 6

Puc. 2.3. Tlpuxnan pogosoay No 2.

3. IIpobGany 1 1BOE ioro OpaTiB CTpakAar0Th Ha axoHAporuiasito. 1o miHii MaTepi
I aHOMaTisl He BHsBIIeHA. baTbko mpoOaHia Mae 1aHe 3aXBOPIOBAaHHS, a HOTO
cecTpa 1 Opat 3I0poBi Ta MatOTh 310poBux AiTel. [lo GaTbkoOBIi JiHIT BIIOMO,
mo 6abycs mpobanma xBopa, Miaych 3q0poBuid. Cectpa 6abyci xBopa, ii Opat
3I0pOBUH, 0ATPKO CTpaXKIaB Ha aXOHAPOIUIA3ii0, a TAKOXK HOro cectpa. Martu
6abyci 310poBa. Y 6a0yci TakoX XBOPIIOTHh JiAych (TI0 OATHKIBCHKIM JiHIT) 1
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roro cecrpa. Jpyxuna mpoGannga Ta ii 6aTbku 310poBi. CKIamiTh POAOBIL
pPOIMHHU Ta BU3HAYTE WMOBIPHICTb HAPOKEHHS XBOPHX Ha axOHIPOILIa3iio

JITeH y POJIMHI MpoOaH/Ia.

.Y ojHiil poauHi AedKi 4jaeHH ciM'T XBOPIIOTh Ha TIyXOHIMOTY. IIpobang —
riryxoHiMa fiBumHa. Ii 6par, Mati i TaTo 370poBi. ITo GaTbKOBIH JMiHIi TiTKa Ta
Jiaych 370pOBi, a 6abycs riayxoHiMa. Y Martepi mpoOaH/a € TIyXoHIMUMA Opat i
3mopoBa cectpa. CkianiTe ponoBin. Bu3HauTe THUN ycmaakyBaHHS O3HAaKH 1

TEHOTHITH YJICHIB JAHOI POJAWHH.

. PosrnsiupTe ponoBij, mpeacTaBieHui Ha puc. 2.4. [lepemaitoiite poAoBia 10
7a00paTOPHOTO 30IMUTA. BCTAaHOBITH MOXJIWBHUN THIM CIAJKyBaHHS JAaHOTO
3aXBOPIOBAHHS Ta 3alUINITh BapiaHTH T€HOTHUIIB KOXHOI ocobu. Pospaxyiite
PHU3HUK PO3BUTKY 3aXBOPIOBAHHS JJIsl TUTUHU Tlapu 4-5, mokominas 1.

1 4 6 [/ B

gelulel Jule] Tole

Puc.2.4. ITpuknan pomoBoay Ne 3.
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IIpakTuHa po6oTa 3. AHATI3 JTaHUX, OTPUMAHUX NPU MeTUKO-TeHETHYHOMY
KOHCYJIbTYBaHHI: CKJIAIaHHS Ta iHTepnpeTalisi poA0BOAIB NP CNIAJAKYBAaHHI
03HAK, 3YeIJIEHUX 3i CTATTIO, TA PHU MITOXOHAPIaJIbHOMY YCHAJAKYBAHHI.
Po3paxyHoK pU3HKIiB HAPOJKEHHSI XBOPHUX JiTed B POAUHAX.

['eneanoriyauii MeToa (METOJI CKJIAJaHHs POJAOBO/IB), OKPIM ayTOCOMHUX THUIIIB
CIaJKyBaHHA, JO3BOJISIE TaKOX 1eHTH(]IKYBaTH Ta aHANMI3yBaTH Pi3HI BapiaHTH
yCHaJKyBaHHS O3HAK, 34EIUICHHUX 31 CTaTTIO, 1 THX, TeHU AKuX 3HaxomsThcs B JJHK
MITOXOH/APIM.

Jnst X-3uennenozo Oominanmuo2o muny YCnaoky8anHs XapaKTEpHO Te, IO
3aXBOPIOBAHHS BUSIBISIETHCS K y YOJOBIKIB, TaK 1 y JKIHOK, OJIHAK 3arajioM >XIHKH
CTPaXXKJAIOTh HA TaKi 3aXBOPIOBaHHS yacTime (piv y TiM, 0 )KIHKH MOXXYTh MaTH JIBa
MOYJIMBHX T€HOTHUIIN, SKi 3yMOBJIATH NPOSB XBopoou XX ta X1X?, Toxi K 40N0BiKK
nmume oguH renotun X?Y). 3axBoproBaHHS 3a3BUYAll 3YCTPIYA€ThCA Y KOKHOMY
HOKOJIIHHI. BaXIMBOIO XapaKTEpUCTHKOI LbOIO THUIY CHAJKyBaHHS € Te, IIO
XBOpOOa HIKOJIU HE MepelaeThCs BiJl OaThKa 10 CUHA (OYEBUIHO, IO CMH YCHaJKOBYE
Bijl cBoro 0athka Y-xpomocomy). B Toif e yac, yci TOHbKH OaThKa, [0 CTPaXIa€e Ha
TaKe 3aXBOPIOBAaHHSA, T€K OyayTh XBOPITH. MaTh MOKe MepeaBaTu TaKy XBOpoOy sIK
JIOHbKaM, TaK 1 CHHaM.

[Ipu X-3uennemomy peyecusHomy muni ycnaoxkyeauHs  3aXBOPIOBaAHHS
CIIOCTEPITAEThCSl MaKe BUKIIIOYHO Y YOJIOBIKIB. SIK 1 JUIsl ayTOCOMHO-PEIIECUBHOTO
CHaJKyBaHHA, MOXE CIIOCTEPIraTucs BIACYTHICTh 3aXBOPIOBAHHA B OCI0 Y OJJHOMY YU
JEKUTBPKOX TMOKOJIHHSAX, ajie MOoJabIle MepeaaBaHHsS XBOPOOHW 3I1HCHIOETHCS JINIIE
yepe3 KIHOK-HOCIIB  (T€TEpO3UTrOoT 3a TEHOTUIIOM). X-3UeIUICHI PeleCHBHI
3aXBOPIOBAHHS TEX HE MEPEalOThCs Bl OaThka 10 CMHA, aHAJIOTTYHO X-34YETUICHUM
JTOMIHAHTHHUM.

Ilpu Y-3uennenomy muni ycnaoxyeanns XBOpoOa MPOSBISETHCS BUKIIOYHO Y
YOJIOBIKIB, a KIHKM B3arajii HIKOJM HE XBOPI1IOTh. IJIsl TaAKMX POOBO/IIB XapaKTEPHO
T, 110 3aXBOPIOBaHHSA OyJe CHOCTEpIraTucs y KOXKHOMY MOKOJIIHHI, @ BCl CHHH
XBOpOTro OaThKa TeX OyAyTh MaTH JaHy XBOPOOY.

VY BUNAAKYy MimoxoHopianbHo2o YcnaoKysaHHs 3aXBOPIOBAHHS MEPENAETHCS 110
MaTepUHCHKIN JiHil. [Ipyn nboMy, SIKIIO MaTU CTpa)KJa€ Ha TaKe 3aXBOPIOBAHHS, TO
BCi MiTH (1 CUHU, 1 JJOHBKHU) TEX OyAyTh MaTH TaKe 3aXBOPIOBAaHHA. SIKIO X XBOpi€
0aTbhKO, TO JIITH Bil HBOIO XBOPOOYy HE OYIyTh yCNaJIKOBYBaTH. Taka 3aKOHOMIPHICTb
CHaJKyBaHHS TOB’Si3aHA 13 TUM, IO TIPHU 3aIUIiTHEHHI CIEPMAaTO30iJl BHOCHTH B
[UTOIIa3My SIMIIEKIIITUHU JIMIIE CBOE siAPO (MPOHYKIIEYC), a OTHKE MITOXOHAPII, SIKI
OTPUMYE 3apOJIOK, HAJIE)KATh MAaTEPUHCHKOMY OpPTaHI3My.
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Mema podomu: HaBUUTHUCS IHTEPIPETYBATHU Ta CKIANAaTH pPOAOBOIU  JUIS

3aXBOPIOBaHb, 3YEIUICHUX 31 CTAaTTIO, Ta XBOPOO 3 MITOXOHJIPIAIbHUM THUIIOM

cnagkyBaHHA. Po3paxyBaTu pU3MKKM PO3BUTKY 3aXBOPIOBAHHS /JI PI3HUX THIIB

CIIaIKyBaHH:.

Xio pooomu:

1.

IT

ITI

2.

PosrisabTe ponoBia, mpencraBieHuid Ha puc. 3.1. BcTaHOBITE MOXKIUBUN THTT
CHaJKyBaHHS  JIaHOTO  3axBopioBaHHsA. llepemamoiiTe  pomoBig /10
7a00paTOPHOTO 30MIMTA. 3aMUIIITh MOXKJIMBI T€HOTHIH KOXKHOI ocoOu. Bin
Koro 3 0arbkiB 4oJoBik 4 3 mokomiHHs Il Mir ycnajgkyBatu 3axBOprOBaHHS?
Po3spaxyiite pu3nKk po3BUTKY 3aXBOPIOBAHHS ISl HACTYITHOT TUTHHH Tapu 1-2
nokomiaas [II. Jynsg koro 3 miTedl (JIOHBOK YW CHHIB) Oyjae OUIBIIMIA pPU3HK
yCIaJIKyBaTH JaHy XBOpOOy?

B O O LI
l*éllis(_;)l

5 6 7 10 11

1 2 3

Puc. 3.1. ITpuxknan poaosoay Ne 1

PosrnsabpTe poaoBia, npeacraBieHuit Ha puc. 3.2. BcTaHOBITH MOKIIMBUIN THUII
CHaJKyBaHHS JIaHOTO  3axBOpIOBaHHA.  llepemanoiite  pomoBim 70
Ja00pATOPHOTO 30IIUTA. 3aMMINITh MOXJIUBHM T€HOTHIT KOXHOI ocobu. Bifg
koro 3 OatpkiB 4onoBik 10 3 moxomuns III mir ycmaakyBaTtu mgaHe
3axBOproBaHHA? Po3paxyliTe pu3uK pO3BUTKY 3aXBOPIOBAaHHS MJI HACTYMHOI
autuHU niapu 8-9 3 mokominas 1. st koro 3 giTeit (I0HROK YU CHHIB) Oyze
OUIBIIIMI PU3KK YCHIAJAKYyBaTH 1aHy XBOPOOy?
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[ 1

12 13 14 15

Puc. 3.2. IIpuknan pogoBoay Ne 2.

3. PosrnsabTE pOSIOBIN, IpeACTaBiIeHUNH Ha puc. 3.3. BCTaHOBITH MOXIIMBUN THII
CIaJKyBaHHA  JaHOTO  3axBoproBaHHs. [lepemaniolite  pojoBin 70
nabopaTopHOTO 301IUTa. Po3paxyiTe pHU3UK PO3BUTKY 3aXBOPIOBAHHS IS
HacTynHoO1 nuTuHH mapu 3-4 3 mokomiHHs II. Po3paxyiite pusuK po3BUTKY
3aXBOpIOBaHHS Juisi HAacTynHoi autuau napu 9-10, II mokominns. s xoro 3
niTen (TOHLOK YK CHHIB) OyJie OLIBIINN PU3UK YCHIAIKyBaTH JaHy XBOpPOOy?

Puc. 3.3. IIpuknan pogoBoay Ne 3.

4.V npobaHja HaAMIPHO PO3BUHEHE BOJIOCCS 32 KPA€M BYIITHOI paKOBHHH. Y HOTO

OaTbKka, 1i7a 1 mpagiga (mo 6aThKiBCHKIN JIiHIT) TaKoXK OyJid BoJioxaTi Byxa. [[Boe

CHHIB IIhOTO YOJIOBiIKA, HAa BIAMIHY BiJ HOTO €IWHOI JOYKU, TAKOXK YCIAIKyBallu
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BiJ1 OaThKa 110 BaJly — HAAMIPHY BOJIOXATICTh ByX. B po0oBOIl IpyKMHU YOJIOBIKA
KOJITHOTO pa3y He crocrtepiranu Takoi Baau. CKIamiTh poAOBIJ Ii€l pOIUHU Ta
BH3HAYTE XapakTep YCIIaJKyBaHHS O3HaK. SIKUH PU3MK TOTO, IO HACTYITHUHA CHUH
npoOaHga MOXKE YCIAIKyBaTH JaHy O3HAKy;, SKHH PU3WK YCIAaIKyBaHHS ISt
HACTYIHOI JIOHbKH?

5. Y nokoutiHHI | 0J1HIET pOJAMHYU YOJIOBIK Ta >KIHKA 3/I0POBi1. Y HUX HapoAuiIocs 9
nitet (mokominas II): 1 — 3g0poBa J0HBKA, 2 — 3M0pOBUH CHH, 3 — 370pOBa
JIOHbKa, 4 — 310pOBUN CHH, 5 — 3]I0poBa JOHBbKa, 6 — 3710poBa JOHBKA, [ —
3I0pPOBHIA CUH, 8 — XBopwHii cuH, 9 — 310poBa JOHBKA. 3 HUX ocobu 4, 5, 6, 7 — He
oJpyKyBaiucs, a ocoobu 1, 2, 3, 8, 9 — oapyunucs 31 310pOBUMHU ocobamu. Y
nokouiHHI 11 B mepmioi mapu (monpka 1 3 nmokosinzs 11 Ta ii 40JI0BIK) HapOAUIIUCS
JIB1 TUTUHH, TOHbKA Ta CUH, OOMIBa 370pOBi. Y Apyroi mapu (CUH 2 3 TOKOJIIHHS
IT Ta ¥ioro npy>kuHa) HAPOAMIIOCA JIBa 3[I0POBUX CUHU. Y TPEThOi mapu (JOHbKa 3
3 mokoumiHHA II Ta ii yonoBik) Oyno 6 mitei: 1, 2, 3, 5, 6 — moHBKH, BCi 3710pOBi, a 4
— XBOpHI CUH. 3 HUX JOHBKH 2 1 6, a Takok cUH 4 He oapyKyBanucs. Jlonbka 1
OJIpY’KUJIACS 13 3JI0POBUM YOJIOBIKOM, Y HUX Oyyio 4 miTeil (1Bi JOHBKU Ta JiBa
CUHHU, BC1 310poBi1). H0NOBIK JOHBKHU 3 TEK OyB 30pOBUM. Y HUX HApPOIUIOCA TPU
CUHH, JIBa 3 SKUX XBOpUIM, a oAWH OyB 370poBuil. JloHbKa 5 oapyxumnacs i3
3I0POBUM YOJIOBIKOM, y HUX Oyjo 5 AiTeid, 3 HUX — YOTHPH 3JI0POBI JIOHBKU Ta
OJIMH CHH, SIKHI XBOPIB Ha JJaHE 3aXBOPIOBAHHS.

VY noubku 8 3 mokomniHHA Il Ta ii yosoBika Oyyo ABO€ 370pOBUX JITE€H (CHH Ta
JIOHBbKA); TOHBKA OJPY>KUJIACS 13 3JI0POBHM HYOJOBIKOM 1 Y HUX HApOAUIIOCS TpU
JTUTUHU — 37I0POBI JIOHBbKA Ta CHH, T4 OJIMH CHH XBOPHH.

VY noubku 9 3 mokomiaHs Il Ta 11 yomoBika OyJI0 YOTUPW NUTHUHU: TPU CHHA, JIBA 3
SKUX XBOPIUIM, a OauH OyB 3I0POBHI Ta 30pOBa JOHBKA; JOHBbKA OJPYKUJIACS 13
3JI0POBUM YOJIOBIKOM 1 y HUX HApPOJMIOCS IIICTh JITeH — Bl JOHBKH 3JI0POBI, JBa
3I0POBUX CHHH, a JBA CUHH — XBOPI.

Ha ocnoBi HaBeneHoi iH(opMaliii TMpo CMagKyBaHHS MEBHOTO 3aXBOPIOBAHHS Yy
OJIHIM POJIMHI CKJIAITh POJOBIJl, BU3HAUTEC MOJIMBUN THUIl CHAJKyBaHHS Ta

3alULIITh MOXJIMBI T€HOTHUITN YCIX 0C10 JaHOT POJAMHHU.
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IIpakTuHa podoTa 4. AHAJII3 KAPIOTHUILY JIJIUHUA B HOPMi Ta 3a HASABHOCTI
NATOJIOTii NpY pyTUHHOMY (papOyBaHHI XpOMOCOM

Pytunne ¢apOyBaHHsS mpemapaTiB XpOMOCOM — II€ METOJ 3a0apBJICHHA, 3a SKOTO
XpPOMOCOMH PIBHOMIPHO 3a(apOOBYIOThCS MO BCiM JOBXKHUHI. 3a3BUuaid JIJisl 1IOTO
BUKOPHUCTOBYIOTh OapBHUK ['iM3a, Akuil crenudiuHo 3B’S3YETHCS 13 KOMILJIEKCOM
JIHK 3 OGinkamu, a omxke edexktuBHO 3adapOboBye xpomocomu. IIpu pyTHHHOMY
(dapOyBaHHI HEMOXXJIMBO TOYHO BCTAaHOBUTU MOPSIKOBUN HOMEP XPOMOCOMHU 32
3araJIbHOMPUMHATOI0 HOMEHKJIATypOI0, MPOTE MOXIJIMBO BIJHECTH ii JI0 OJHIET 13
CEMHU TPyN, Ha AKI NPUUHATO PO30MBATH XPOMOCOMH JIFOJMHU BIJAIMOBITHO M0 iX
Mopdororii. 3a 10moMoror Takoro Merony (apOyBaHHS MOXHA TOpaxyBaTH
KUTBKICTh XpOMOCOM B KJIITHHAX JIIOJAWHHU, OLIHUTH iX HOpMaibHy Mopdosoriio, a
TAaKOXX BHU3HAYUTH TI€BHI THUIOM XPOMOCOMHHX MyTaIllii, 30KpeMa JeJellii,
TpaHCJIOKAIll1, KUIbIIEBI XPOMOCOMH, 1HO/I1 THBEPCIi.

Pytunne QapOyBaHHsS XpOMOCOM B OCHOBHOMY BHKOPHUCTOBYETHCS IS
MPOBE/ICHHSI MOMEPEIHHOTO KAPIOTUITYBAHHS Ta OLIIHKU 3araJIbHOTO PiBHSA KJIITHUH 31
CTPYKTYpHUMH a00 KUIBKICHUMHU aHOMAaJIIIMH XPOMOCOM (XPOMOCOMHUMH Ta
TCHOMHHMH MYTaIlissMH) B OKpeMoi JroawHW. lleil mMoka3sHWK € BaXJIMBUM,
HATNPUKJIa, MPU OIIHII BIUIMBY MEBHUX MYTareHHHX PEYOBHH HA OPraHi3M YU MpH
BCTAHOBJIEHHI CHOHTAaHHOTO pIBHS XpPOMOCOMHHMX MyTalid y JoauHH. Tak,
HANPUKJIaJ, HAasABHICTh, KIJIBIEBHUX XPOMOCOM Ta JUIEHTPUYHUX XPOMOCOM
(XpoMocomU 3 BOMa IIEHTPOMEpPaMH, iK1 BUHUKAIOTh B Pe3yJIbTaTl TPAHCIIOKAIlIA) €
O3HAKOI [1i Ha JIIOJUHY 10HI3yIOUOTO BUIPOMIHIOBaHHS. BHCOKHII CIOHTaHHMIA
piBeHb OyIb SIKUX aHOMaJlll XpPOMOCOM € MAapKEepOM IHAMBIAYaJbHOTO PHU3HKY
PO3BUTKY OHKOJIOTIYHUX XBOPOO.

OcHo6Hi mepmMinu ma NOHAMMA:

Kapiomun — cykynHICTh 03HaK XpomMocoM (KUIBKICTh, po3mip, (opma Toio), 3a
SIKUMH MOJKHA ONMKCAaTH Ha01p MITOTUYHUX XPOMOCOM MIEBHOTO BUJLy UM OpraHi3my.

Tenomepa — KiHIeBa AUTSTHKA XPOMOCOMH

Llenmpomepa — JIIASTHKA XPOMOCOMH, Ha SIKIH (QOpPMYeETbCS KIHETOXOp MAJiA
MPUKPITUICHHST MIKpOTPYOOUOK BepeTeHa moaiury. Ha mpemapatax MITOTHYHUX
XPOMOCOM — TIEPETSIKKA, 1110 PO3IUTIOE XPOMOCOMY Ha J[Ba TIjIeYa.

Memayenmpuuna xpomocoma — XpoOMOCOMa, Ijiedl SIKOi MPUOIM3HO OJHAKOBI 3a
JOBKUHOIO.
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Cybmemayeumpuuna Xpomocoma — XpOMOCOMa, TUIedl SIKOi pi3HI 3a JOBXKHHOIO.
JloBTe 1yiede mo3Ha4a€eThes JITEPOIO (|, KOPOTKE — JITEPOIO p.

Axpoyenmpuuna xpomocoma — XpPOMOCOMa, SKa Ma€ KOPOTKI IIeYl HACTIIbKH
HEBEJIMKI 3a JOBXKHUHOIO, IO 1X MaiKe HEMOMITHO y CBITJIOBHIM MiKPOCKOTI.

Xpomocomui mymayii — TATI MyTaIlii, IPH IKOMY CIIOCTEPIraeThCs 3MiHA Y CTPYKTYP1
XpoOMOCOM, SIKy 3a3Bu4ail 11eHTHu(iKyloTb Ha cTaaii mMeradasu (mpu aHauisi
MeTada3HUX IIACTHHOK).

/leneyis — HecTaya 4aCTUHUA XpOMOCOMH. [TpuKiIagoM 3axBOPIOBAHHS y JIFOJIMHU, 1110
CHPUYUHEHE JIETICIIEI0, € CHHAPOM KOTSYOr0 KPUKY.

Jlynnikayis — TIOMBOEHHS MIUISHKA XpoMocoMu. IIpukiazoM 3axBOPIOBaHHS ¥
JIIOJTMHY, 110 TIOB’sI3aHe 13 AyIUTiKalli€to, € xBopooba [1lapko-Mapi-Tyra.

Ineepcis — noBopoT AUISTHKM XpomocoMmH Ha 180°. 3a3Buuail HOCii 1HBEpCli MarOTh
HOpMaJIbHUN (DEHOTHTI, aJie MOXKYTh MAaTH PI3HOMAHITHI MPOOJIEMH PEMPOIYKITIi.

Incepyis — BcTaBKa AUIAHKY OJIHIET XPOMOCOMHM B 1HILY, HE TOMOJIOTTYHY iH.

Tpancnoxkayia — OOMIH JUISHKAMH MK  HETOMOJIOTIYHHUMH ~ XPOMOCOMAaMHU.
Tpanciokanii B COMaTUYHUX KIITHHAX MOXYTh OyTH MPUYMHAMH OHKOJIOTTYHHMX

3aXBOPIOBAHD.

Peyunpoxna mpauncnokayis — B3aeMHUNW OOMIH JAUITHKAaMU MK  JBOMA

HETOMOJIOTTYHUMU XpOMOCOMaMH.

Pobepmconiscoka  mpanciokayisi —  00’€IHAaHHSA  JOBIUX  IUIe4Yed  JBOX
aKpOLIGHTPUYHUX XPOMOCOM 3 YTBOPEHHSM MeTa- YU CyOMeTaleHTPUYHOI
XPOMOCOMH. 3a TaKOro THUIy XpPOMOCOMHUX abepailiii BiI0yBaeThCsl 3MiHA KIIBKOCTI
xpoMocoMm Habopy. PobGepTcoHiBcbka TpaHCIOKalisl, y SKi mpuiiMae yd4acTb
xpoMocoma 21, moxe OyTu npuanHoro cuHjapomy layna.

l'enomui mymayii — TUT MyTalliid, MPU SKOMY CIIOCTEPIra€ThCs 3MiHA KUTBKOCTI
XpOMOCOM JIUTIIIOiTHOTO HAOoPY.

Iloninnoioii — 301IbIIEHHS KUTHBKOCTI XpOMOCOM, 1110 KpaTHE TarioigHOMY Ha0opy. Y
JIOJIMHU KUBUMU MOKYTh HApOJKYBaTUCA TUIbKH TpUILIoinu (3n=69).

AHeynnoioii — 3MiHa KITLKOCTI XpOMOCOM, IO HE KpaTHA TajoiHOMY Ha0opy.

Monocomii — BTpata OJIHIEL XPOMOCOMH 13 TMapy TOMOJIOTIYHUX XPOMOCOM.
[Tpuknanom 3aXBOPIOBaHHS y JIOAWHH, IO MOB’SI3aHE 13 MOHOCOMI€I0, € CHUHIPOM
[epemeBcbkoro-TepHepa (MoHOCOMIs 32 X XpoMOCOMOK). MoHocoMmii 3a BciMma
ayTOCOMaMHM Ta XpOMOCOMOIO Y € JIETaJIbHUMU.
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Hynicomii — BTpaTa 1BOX TOMOJIOTTYHUX XPOMOCOM. Y JIFOJMHU HYJIICOMIS HECYMiCHA
3 JKUTTSM.

Tpucomii — HasSBHICTh JOJATKOBOI XPOMOCOMH Yy mapi romoJioriB. Ilpukiamom
3aXBOPIOBaHHS Yy JIIOJUHH, 110 TIOB’s3aHE 13 TPUCOMI€IO, € cuHapoM [laray (Tpucomis
o xpomocowmi 13).

Mema po6omu: OBOJOMITH METOJOM aHANI3y XPOMOCOM TIpH PYTUHHOMY
¢dapOyBanHi penapariB. BcTaHOBUTH, SIKi 3MIHM KapiOTHUITY TOB’s3aHi 13 PO3BUTKOM
MaTOJIOT].

Xio pooomu:

1. Posrnsnytu mikpodoTorpadii XpoMOCOM 30pOBOTO JIOHOpa (a) Ta marjieHTa
(6) Ha puc. 4.1.

2. TlopaxyBaTH KIJTBKICTh XpOMOCOM, HasIBHUX Ha MeTada3HUX MJIACTUHKAX.

3. IlpoBectn aHami3 XpOMOCOMHHMX HaOOpiB, PO3OMBIIM XPOMOCOMH Ha TPYIHU
BIJIMOBIAHO 710 iX po3mipy Ta Mopdotorii. s 11s0ro HEOOXiAHO CXEMATHYHO
3aMallloBaTU KOXXHY MeTadas3Hy IUIACTUHKY Yy 30mMT 1 3adapOyBaTu
XpPOMOCOMH Y BIANOBIAHUN Koyip (Ha puc 4.2 nmis 3pydHOCTI Ta y SKOCTI
MIJKa3KM HaBeJeHa MeTada3Ha IUJIaCTUHKAa 13 PO3HECEHHMMM MO Tpynax
XPOMOCOMAaMH):

XpoMocomu rpynu A: mapu Xxpomocom 1-3, HaO1IbII XpOMOCOMH 'y JIFOINHHU;

1 Ta 3 mapm — BeIUKI METAIlCHTPUYHI XPOMOCOMH, 2 Tapa — BEJHUKI
cyOMeraneHTpuyHi. 3apapOyBaTu y HOpPHUI KOJIIP.

Xpomocomu rpynu B: mapu xpomocom 4 1 5 — Benuki cyOMeTaleHTpUYHI

xpoMocomH. 3ahapOyBaTH y KOBTHI KOJIIp.

Xpomocomu rpynu C: mapu xpomocoMm 6-12, B 110 Ipymy TakKoX BIIHOCSATH

cTaTeBy X-XpOMOCOMY — CE€peJIHI 3a pPO3MIPOM CyOMETaIEHTPUYHI XPOMOCOMH.
3adapOyBatu y cipuii KOJip.

Xpomocomu rpynu D: mapu xpomocom 13-15 — cepeani 3a po3mipom

aKpOIIEHTPUYHI XpOMOCOMH. 3adapOyBaTH y CHHIN KOJIP.

Xpomocomu rtpynu E: mapu xpomocom 16-18 — wmami 3a po3mipom

cyOMeTaleHTpruyH1 XpoMocoMu. 3adapOyBaTu y KOPUYHEBHI KOJIP.
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Xpomocomu rpynu F: mapu xpomocom 19 1 20 — HaliMeHII MeTalleHTPHUYHI

xpomocomi. 3adapOyBaTH y 3eJIeHUN KOJTIp.

Xpomocomu rpynu G: mapu xpomocoM 21, 22 Ta crareBa Y-Xxpomocoma —

HaWMEHII aKpOIIeHTPpUYH1 XpoMocoMH. 3adapOyBaT y YepBOHUMN KOJIp.

a v & +*
OQ'. d © .': a5
aa, TN
".II “:' $‘~
¢ R
. [

Puc. 4.1. MikpodoTtorpadii merada3sHuX MIACTUHOK 3I0POBOTrO JOHOPA (a) Ta
namienTa (0).
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4. Ha oCHOBI pe3yNbTaTiB KapiOTHITyBaHHS BKa3aTH, XPOMOCOM SIKOI TPYIH HE
BHCTauyae ab0, HABMAKHW, XPOMOCOMH SIKOT TPYNH MPEACTABICHI Y HAJIUIIKY Y
KJIITAHAX Talli€eHTa. 3a MOJIUBICTIO BCTAHOBUTH XBOPOOY, CHPUUYHMHEHY
JTAHOIO TCHOMHOIO MYTAITI€10.

=
1- 3 napa xpomocom 4- 5 napa xpomocom
rpyna A rpyna B

RERRRIRERTRTLLY

6- 12 napa xpomocom, xpomocoma X
rpyna C

PO AMNAG XX KK aa

13- 15 napa xpomocom 16- 18 napa xpomocom
rpyna D rpyna E
XXX X A Aa b
19- 20 napa xpomocom 21- 22 napa XxpomMmocom
rpyna F rpyna G

Puc. 4.2. MetadasHa miacTiHKa Ta KapiorpamMa XpoMOCOM JIFOIHHH.
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IIpakTuHa poboTa S. AHAJI3 KapiOTHILY JIJIMHUA B HOPMi Ta 3a HAABHOCTI
NATOJIOTIi MpH 3acTocyBaHHi 1M pepeHiiiHoro G-3adapBJjeHHS XPOMOCOM.

PyTtunne 3a0apBieHHs XpOMOCOM, MU SIKOMY BOHU PIBHOMIPHO 3apapOoBaHi mo
BCIM JIOBXKHHI, IIIMPOKO 3aCTOCOBYETHCS y JIAOOPATOPHIM MPAKTHIll, ajie BOHO HE JIa€
MO>KJIUBOCTI MPOBECTH MOBHE KapiOTUITyBaHHS XPOMOCOMHOT0 Habopy JroauHu. s
IIbOI'0 BUKOPHUCTOBYIOThCS PI3HOMaHITHI MeToau audepeHiiiiHoro ¢apOyBaHHS,
micas SKUX KOXKHA XpOMOCOMa Mae€ OinbIl ab0 MEHII TeMHI YU SICKpaBl CMYTH
(Obenmm). XapakTep poO3TallyBaHHS IIMX CMYT € YHIKQJIBHUM JUIsI KOXKHOI Tapu
XpoMOCOM. 30JI0TUM CTAaHJAPTOM YCIX MEIUKO-TEHETUYHHX YCTAaHOB € TaK 3BaHE
mudepeniiine G-zabappiieHHs. J[aHWii METOH BKIIIOYA€E TOMEPETHIO CcrenudiuHy
00poOKy mpemnapariB, sfiKa 4aCTKOBO IMOPYIIYE CTPYKTYPY XPOMOCOM, B pe€3yJIbTarTl
yoro micas modapOyBaHHs ~OapBHMKOM IiM3a  BHSBIAETHCS — XapakTepHa

MIOCMYTOBaHICTh XpoMocoM (puc. 5.1).

3" o %

‘::: ¥ \s C

e I B gy |
v’ T et 13

Puc. 5.1. Xpomocomu moauau, 3adgapooBani 3a metogoM G-3a0apBieHHS.

SIx momnepenHio0 0OpoOKY BUKOPUCTOBYIOTH 1HKYOAIlil0 MpenapariB XpoMOCOM B
COJIbOBOMY pO34MHI a00 1HKyOaIlilo 3 MPOTEa30r B M’ SIKHX YyMOBax: B OCHOBI

nporuenypu G-3a0apBieHHS JICKUTh EKCTPAKIliS YaCTUHU XPOMOCOMHHUX OlIKiB. €
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J0Ka3u, Mo TmoBToproBaHl mnociigoBHocTi JIHK posramoBani mnepeBaxkHO B
1HTEeHCUBHO 3a0apBieHux (G-cerMeHTax, B TOM Yac sK CiIa0Ko 3abapBiieHI CErMEHTU
30arayeHi KOJIYIOYMMH MOCHIIOBHOCTSIMU. (G-MO3UTHUBHI (3a0apBieHl) CErMEeHTH
TaKOX BIJIMOBIIal0Th XpoMocoMuuM AurstHKaM JIHK, 1o mi3Ho pertikyroThes.
UepryBanns npodapOoBannx Ta HenpodapOOBaHUX CMYT € YHIKAJIbHUM IS
KOXHOI ITapy TOMOJIOTTYHUX XPOMOCOM 1 € CBOEPILAHUM ““OapKoaoM”, 3a SIKUM MOKHA
imeHTUdIKyBaTH OyIb-IKy XpoMocoMy JioauHu. Tomy audepenuiine G-
3a0apBJICHHS XPOMOCOM JIIOJMHH BUKOPHUCTOBYIOTh JIs 1MeHTHU}IKALIl OKpeMux

XpOMOCOM (KapiOTHIIyBaHHS) a00 CHCHU(IYHUX AUITHOK XPOMOCOM JHOauHHU (pucC.
5.2).
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Puc. 5.2. Po3kiiagka xpomMocom (kapiorpama) metadasu 3 puc. 5.1.

3a uuroreHetnyHoro HomeHkJatyporo (ISCN, 2020) koxkHYy XpoMOcoMy
pPO3IIIAIal0Th K O€3MepepBHY CYKYMHICTh CETMEHTIB (“MIKCErMEHTIB” HE I1CHYE).
[Tneui xpomocoM (p — KOpOTKe miede, (| — JOBTe IUIeYe) MOISIOTh HA JUISHKH,
MeXaMU SKUX CTarOTh HaWOLIbII uiTKl cMyTH (land marks), a quIsIHKH, y CBOIO Yepry,
— 3a cermMeHTaMu XxpomocoM (bands), siki BUpa3HO BIAPIZHSIOTHCS BiJl CYMDKHHMX 32
IHTEHCUBHICTIO 3a0apBieHHs. [[IISHKM Ta CETMEHTH HyMEpPYIOTh apaOChKUMH
uudpaMu y HampsiMi BiJl HEHTPOMEPHU 10 TEJIOMEPH, OKPEMO [JIsi KOXHOTO Ijieya
xpomocomu. [Ipu mo3HaueHH! 1HAMBIAYaTbHOTO CErMEHTa BKa3ylTh 1H(pOpMAIliio

Opo XpOMOCOMY, IUiede, IUISHKY, Yy SKii BiH 3HaXOIUThCS, Ta CaM CErMEHT.
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Hanpuxman, cumBon 1p36 o3Hayae, 10 BKa3aHWW CETMEHT 3HAaXOJUTHCS B
KOPOTKOMY IIJIedl XpOMOCOMH HOMep 1, y TpeTidl AuigHLI mig HOMepoMm 6. Ko
XpOMOCOMH JIOCTaTHHO JIEKOHJCHCOBaHI 1 JEsAKi CErMEHTH pPO3AUISIOTECS Ha
cyOcerMeHTH, a 1HKOMM 1 cyOcyOcerMeHTH, TO IiX MO3HAYaloTh 4Yepe3 KpamkKy
HacTynmHUM 4uHOM: 1p36.1 abo 1p36.12. Ilpunmun Hymeparli cy6(cyO)cerMeHTIB
3aNUIIAETHCSA 1ACHTUYHUM N0 HyMepaiii cerMeHTiB (puc. 5.3). BaxmmBo, mo 1
HOMEHKJIaTypa BUKOPUCTOBYETHCS TAKOXK 1 IMPU 3a3HAYCHHI JIOKaJIi3allli BIAMOBITHUX
T'CHIB Ha TCHETHYHUX KapTaX JIOAWHH (UB. MPAKTUIHY PoOOTy 8).

F
-

Puc. 5.3. Xpomocoma 1 micnst G-3abapBieHH] Ta 11 cXxeMaTH4HE 300pakKeHHS 32
pizHOTrO cTyneHs koHaeHcarli. [{luppamu mo3HaveHi cermeHTH Ta cyo(cy0)cerMeHTH.

VY Menuko-reHeTH4HIN TpakTuill G-3ab0apBieHHS MHUPOKO 3aCTOCOBYETHCS IS
OTUCY XPOMOCOMHUX TiepeOya0oB y naiieHTta. [Ipu mpomMy ommci st KOXKHOTO THUITY
XPOMOCOMHHX MYTaIliii BUKOPUCTOBYETHCS BiAMOBIqHE To3HaYeHHS (del — memerris, t
— TpaHCIIOKallisl, NV — 1HBEpCiS TOIIO) Ta BKa3ylOTbCAd MAUISIHKA PO3PUBIB
BIIMIOBITHUX XPOMOCOM.

3anuc npoaHai30BaHOIO KapiOTHUITY 3aBXKIU MICTUTh IJIOTAHICTh KIITUHH, CTaTh
0co0u Ta XpOMOCOMHY MYTaIlilo (32 HasBHICTIO). Hanmpukia:

46, XY — HopMaJIbHUH YOJIOBIM KapioTHl

69, XXX — tpurioigis y ocoOu *1HOY01 CTaTi

27



47, XX, +21 — tpucomis o 21-it xpomocomi y 0coOH >KiHOYOI cTaTi

46, XY, t (X;18) — 4010BiK i3 TpaHCIOKAIIE€0 MK XpoMocomamu X Ta 18
OcHo6HI mepminUu ma NOHAmMMmI:

Jlugpepenyitine 3abapenennss xpomocom — OYIb-IKUH METOJ 3a0apBJCHHS, B
pe3yNbTaTi IKOro XpoMocoMHu (papOyroThcs HEPIBHOMIPHO T10 JIOBXKIiHI.

Kapioepama — po3kianka 300pakeHp qudepeHiiiitno nmodapOoBaHUX XpOMOCOM, Ha
AK1i BOHU PO3TAIIOBaHi MOMAPHO 3a IXHIMU MOPSAIKOBUMHU HOMEPaMH.

l0ioepama — cxemaTuuHe 300pa)K€HHS TaIIOiHOTO HAOOpYy ayTOCOM Ta CTaTeBUX
XpOMOCOM, Ha SIKOMY BlJI0OpakaeTbcsa iX Mop(osoris, BIJHOCHHA po3Mmip Ta
XapakTEepHE 4YepryBaHHS CETMEHTIB TMPU  BIANOBIIHOMY  JudepeHIiiHOMY
3abapeiieHHi (puc. 5.4).

ISCN — mixkHapoHa cucTeMa [TUTOTEHOMHOI HOMEHKJIATYPH XPOMOCOM JIFOIMHH.

del — nmenemis. Ilpuknax 3ammcy 46,XX,del(1)(q32): aenmenis y aoBromy Iuiedi
XpOMOCOMH 1, TOUKa pO3pUBY y CerMeHTI (32.

dup - ngymmikamis. Ilpukman 3amucy  46,XY,dup(1)(p13p22): aymmkarmist  y
KOPOTKOMY ITuiedi xpoMocomu 1 3 cermenty pl3 mo p22.

inv — iBepcis. [Ipukman 3anucy 46,XX,inv(1)(p13p22): inBepcis y KOPOTKOMY ILjIeUi
1, sika OXOIUTIOE MPOMIKOK BiJl cerMeHTy pl3 mo p22 .

I — i30XpoMocoMa (XpoMOCOMa, siKa Ma€ MOBHICTIO imeHTHuHI rmieui). [Ipukian
sanucy  46,XX,i(18)(q10): i30xpoMocoma, sSka yTBOpWJIAcsd 3 JOBIUX ILIedeH
xpomocomu 18.

r — xutenieBa xpomocoma. llpuxman 3ammcy 46,X,1(X)(p22.1g21): xinbueBa X
XpOMOCOMa, 3aMKHEHA 10 cermeHTax p22.1 ta q21.

ins — ixcepuis. [Ipukman 3amucy 46,XY,ins(5;2)(p14;922q32): ainsgHka XpoMocoMu 2
MIXK cerMeHTamu 22 Ta 32 BOyAoBaHa B KOPOTKE IIEU€ XPOMOCOMH 5 y CEIrMEHT
pl4. 3BepHITH yBary, 110 XpomMocoma, B SIKy BiIOyBa€TbCsl 1HCEpIis, 3alHUCYETHCS
MEPIIOKO.

t — tpancnokaris. [puknazg 3anucy 46,XX,t(2;5)(p12;q31): po3puB Ta B033'€qHAHHS
BiIOynuca y cerMmeHtax 2pl2 Ta 5q31. Ilepmoro 3amucyerbcs abo crareBa
XpoMocoma, abo XpoMocoMa 3 MEHIIIUM MOPSIKOBUM HOMEPOM.

rob — pobGeprcoHniBchka Tpanciaokaris. [Ipukiaan 3amucy 45,XX,rob(14;21)(q10;q10):
30amaHcoBaHa POOEPTCOHIBChKA TPAHCIIOKAITIS 32 JJOBTMMU IIJIeYrMa XpomMocoM 14 ta
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21; 46,XX,rob(14;21),+21: He3banancoBaHa poOEpPTCOHIBChKA TpaHCIOKaIis (€ B
HOpMaJbHI XpoMocoMu 21).

der — nepuBar abo MOXiJHA BiIMOBIIHOI XPOMOCOMH. AHOMAaJIbHA XPOMOCOMa, SKa
yTBOpWJIAch B pe3yJbTaTi mepeOyaoB, Y SKi 3ailyudeHl JABI YU OLIbIIE XPOMOCOM.
[To3HaueHHS BUKOPHUCTOBYIOTH, KON HEOOXiTHO BKa3aTH Ha aHOMAJBHICTH SKOICh
XpOMOCOMH, ajie jeraii nepeOyJaoBH HEMOXIIMBO OmucaTh abo B LbOMY HEMae
notpebu. Ilpuknan 3anucy 46,XYder(8): anomansHa xpomocoma 8. Ilo3nauky der
BUKOPUCTOBYIOTh TakOX [JJIsI TOro, W00 MIAKPECTUTH HE30aIaHCOBaHICTb
nepebynoBu. Ilpuknan 3amucy 46,Y,der(X)t(X;8)(p22.3;q24.1): dyosoBiK Mae
aHOMaJIBHY XpoMocoMmy X, ska Oyjia yTBOpEHa B pe3yJbTaTl TpaHCIOKamii 3
XpOMOCOMOIO 8, ajie y JaHOMY KapiOTHIIl Bl XpOMOCOMHU 8 € HOPMAJIbHUMHU.

mar — mapkepHa xpoMmocoma. /[ogarkoBa aHOMaJIbHa XpOMOCOMA, TOXOKEHHS SIKOT
HEMOJXKJIMBO BCTAHOBUTH 3a JIOMIOMOTOI0 METOJIB JU(EPEHIIIHHOTO 3a0apBIICHHS.
IMpuknan 3anucy 47,XY,*tmar: 4oJOBIYMI KapiOTUIl 3 JOJATKOBOIO MapKEPHOIO
XPOMOCOMOIKO.

Puc. 5.4. Iniorpama xpomocom nouHH, nopapOoBaHux 3a G-METOIOM.
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Mema pobomu: HaBUNTHUCS TIPOBOJMTU TMOBHE KapiOTHUITyBaHHS, BUKOPHCTOBYIOUH
mpemnapaTid XpoMOCOM JIIOAMHHU, TodapboBanux 3a G-meToaoM AuQeEepeHIIHHOTO
3a0apBiIeHHS, Oy 1yBaTH KaplorpaMu Ta BU3HAYATH aHOMAJI1i KapioTHITy.

Xio pooomu:

1. VBaxHO po3risiHyTH Mikpodororpadii XpoMocoMm JOIuHU, TUdEpPEHIIHHO
nodapooBanux 3a jgornomoror G-meroxay (puc.5.5 Ta puc.5.6)

2. IlopaxyiTe KITIBKICTh XpOMOCOM, PO30HITE XPOMOCOMH TIO Tpymax.

3. Bupixre 3 HaaHO1 BUKJIagaueM Korii MikpodoTorpadii XpoMOCOMHU OKPEMOi
rpymnu.

4. BukopuctoByroun cxemy (G-3abapBieHHs (auB. puc.5.4), imeHTHdiKyHTE
OKpEMl XpOMOCOMHU Ta Yy JIaDOpaTOPHOMY 3OIIWTI HakKJeWTe iX IMOmapHO
(rOMOJIOTIYHI XpPOMOCOMH TMOPYY OJiHA OISl OJHOI) B MOPSIAKY 3MEHILICHHS
JHIAHOTO PO3MIpY, SIK 1€ MPEACTABICHO HA PUC.5.2.

5. 3a HasgBHICTIO, BU3HAUTE€ XPOMOCOMHY AaHOMAJil0 Ta BKaXITb CHUHAPOM, 3

SKUM BOHA TOB’si3aHa. 3aMUIliTh KapiOTUIIM MTPOaHaIi30BaHUX OCi0.

1 .
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Puc.5.5. Merada3na miacTuHKa 370pOBOT JIFOIUHH.
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Puc.5.6. Meradaszna rmacTiHKa JTIOAMHU 3 XPOMOCOMHOIO MATOJIOTIETO.

3aBiaHHA:
1. PosmmdpyBarn HaBeneHy cumBoiiky: 4q12; 1ql1-32; 46,XX,t(3;6)(927;q14);
92, XXYY,del(7)(q22),inv(7)(p13922); 46,XX,der(9)t(9;22)(934;q11.2);

46,XY,ins(2)(p13931922); 46,X,i(X)(p10).

2. CxeMaTU4yHO 3alMIIITh KapiOTHUI OCOOM Ta BKaXITh XPOMOCOMHHU CHHJIPOM:
oco0a 4Y0JI0BIYOI CTaTl 3 HE30AIIAHCOBAHOIO POOEPTCOHIBCHKOIO TPAHCIIOKAIIEID MIXK
xpoMocoMmamu 13 Ta 22 mpu BiICyTHOCTI IpyTrOi HOPMAJILHOT XpOMOCOMH 22.

3. CxemMaTU4yHO 3alHUIlliTh KapiOTUIl 0COOU: 0co0a >KIHOYOI CTaTi, JUIIOIAHUN HaAOIp
XPOMOCOM 3 KUTBIIEBOIO XPOMOCOMOIO, MICII€ 3’ €THAHHS - CETMEHT 2 APYTOi MIJISTHKH
KOPOTKOTIO TJIeYa Ta CETMEHT 6 TPEThO1 JUISHKH JIOBTOI0 Iieya.

4. CxeMaTHU4HO 3aMHUIIITh KapiOTUIT 0COOU: 0co0a KIHOYOT CTaTi, TPUILIOITHUN HAOIp
XpOMOCOM, MPUCYTHSI IyIUTIKalis B JOBrOMY IUI€4l XPOMOCOMHU TPU 3 TPETHOTIO
CErMEeHTa JAPYToi MIISHKY IO ChOMHM CErMEHT IPYroi AUISHKH.
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IpakTnuHa podora 6. Oninka BIUIUBY NMOJiMOP(HUX BapiaHTIB reHiB HA PU3UK
PO3BHUTKY 3aXBOPIOBAHHS

butbmiicth  MMPOKO  PO3MOBCIOJKEHUX  XBOpOO  (CepleBO-CyIUMHHUX,
OHKOJIOTIYHHX, TICUXIYHUX, METAOOJIYHUX TOINO) € 0araToaKTOPHUMHU O3HAKaMH —
O3HAaKaMH, Ha PU3UK 3aXBOPITH SKUMH BIUIMBAIOTH SK CITQJKOBI YHMHHHUKH, TaK 1
HECIIpUATINUBI (aKTOpU cepefoBHUIa. AHaII3 CIAJKyBaHHS TaKUX XBOPOO 1 OIliHKa
PU3UKIB U1 WIEHIB POJAWHU XBOPOTO € CKJIaJHUM 3aBAaHHsM. [lo-mepiie, mposs
3aXBOPIOBaHb OOYMOBJICHHI B3a€MOJII€I0 0araThboX reHiB (03HAKU € TMOJIITeHHUMH) 1
B1JT KITLKOCTI Ta KOMOIHAIIT “NaTOJIOTTYHUX’ BapiaHTIB IIUX T€HIB 3aJICKUTH CTYITIHb
TFeHETUYHOI CXWJIbHOCTI 10 matojorii. [lo-apyre, ymoBu cepenoBHila Ta cCrociod
KUTTS MOXYTh CYTTEBO 30UIbIIYBATH YW 3MEHIIYBaTH WMOBIPHICTh peanizauii
T€HETUYHOI CXMJIBHOCTI.

[fomryk reHiB Ta iX BaplaHTiB, $KI acoUliOBaHI 3 Oararo(akTOpHUMHU
XBOpOoOamu, € qyKe BaXJIMBUM 3aBJaHHSM MEJAUYHOI reHeTuku. OTHUM 3 TIIXOIIB €
OIL[IHKAa 3HAYYLIOCTI BHECKY MOJIMOpP(QHUX BapiaHTIB (PO3MOBCIOJKEHUX AaJEIIiB)
BIJIMOBITHUX TEHIB Yy TIPOSB 3aXBOPIOBAHHA, SKa IPOBOJUTHCS 3a JIOIMOMOTOIO
PO3paxyHKy MOKA3HUKIB 8IOHOCHO20 pu3uxy abo ioHouwieHHs wiaucieé (IUB. TIEPEiK
TEPMIiHIB) BIUTMBY IIUX aJIEJIB HA PO3BUTOK XBOPOOH, IO JTOCIIIKYETHCSI.

I'enu nnst gocnipKeHHs: OOMpParOThCs 3a HACTYITHUMM KPUTEPISIMHU:

1. oOupatoTh reHd, MyTaiii B SIKHX € MPUYUHAMU PO3BUTKY MOHOTEHHHX
CMAJKOBUX CHUHIPOMIB, BIAMOBIIHO MOJIMOPGHI BapiaHTU HUX TEHIB (HE
MyTaIlii) MOKyTh 00YMOBJIIOBATH CXUJIBHICTh 0 OaraTopakTOpHUX XBOPOO 3
MO/1I0HOI0 CUMITTOMATHKOIO JIO CTIaJKOBUX MOHOTEHHUX CHHAPOMIB;

2. oOuparoTh reHU, MPOAYKTH SIKUX MPUUMAIOTh YU4aTh y PEryJifilii MpoIeciB,
10 TOPYIIYIOTHCS TPY 3aXBOPIOBaHHI;

3. o0uparoTh reHu, QyHKIIS SKUX Yy HOPMadbHOMY a00 MAaToJOTIYHOMY
MpoIeci Hapasi Ie HEBiJloMa, aje B pe3yJjbTaTi MPOBEICHHS CIMEMHHUX
JIOCHKEHb OyJ0 TOKa3aHO 4YITKE 3YeIUICHE CHAJKyBaHHS O3HaK,
00OyMOBJIEHUX IUMU F€HAMH, 3 O3HAKaMH, 1110 IPUTaMaHHI XBOPOOI.

[TomimopdHi BapiaHTH TEHIB, IS SIKAX PO3pPaxOBaHE 3HAYEHHS BiTHOCHOTO
pu3uKy (200 BIJHOILIECHHS LIAHCIB) € BUCOKUM, BU3HAIOTh 34 2eHemuuHi Mapkepu
3aXBOPIOBAHHS — HASBHICTh TaKUX BapiaHTIB (aJIelliB) y TEHOTHUINI OCOOU CBIAYUTH
PO 3HAUYHy TEHETUYHY CXWJBHICTh A0 XBopoOu. Ha mnpakTuii 3a3Buyaii
BUKOPHUCTOBYIOTh HalIp 13 JEKUIBKOX T€HETHYHUX MapKepiB, IO A€ OLIbII TOYHY
OLIIHKY PHU3UKY PO3BUTKY 3aXBOPIOBAHHs, 110, B CBOIO UE€pry, Ja€ MOXIJIUBICTb
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PO3pOOUTH IHAMBIAyaTbHI MpOrpamMu MPOGUIAKTUKU I[HPOKO PO3MOBCIOIKEHUX
XBOpOO.

OcHOo6HI mepMiHU ma NOHAMMA:

bacamogaxmopni osnaxu — 03HaKH, MO KOHTPOJIIOIOTHCS BEJIMKOIO KIJIBKICTIO T'€HIB
(momireHH1 O3HAKH), TPOSIB SKUX OOYMOBJIEHHUW TEHOTHIIOM OCOOW Ta BILIMBOM
(akTOpiB HABKOJMIITHHOTO CEPEIOBUIIIA.

I'enemuuna cxunvHicmv — Mipa, siKa BU3HAYa€ BHECOK T€HOTHUILY Y PU3UK PO3BUTKY
xBOpoOH. [IOHATTS TE€HETHMYHOI CXHJIBHOCTI CTOCOBHO MPOSIBY HOPMAJBHUX O3HAK
Maike HE 3aCTOCOBYETHCH.

Ilonimopghizm — HAsIBHICTH B MOIYJISIIIT aJbTEPHATUBHUX MPOSBIB O3HAKU a00 PI3HUX
aJiesiiB BIATIOBIHOIO JIOKYCY.

Mymayiss — BUIIAJIKOBI, HECHpsIMOBaHi, CTiku 3MmiHu mnocmigoBHocTi JJHK a6o
kinbkocTi mosiekyn JIHK y knituni. Ha nonynsiiiHoMy piBHI MyTallli peeCTpyIOThCS
3 HU3BKOIO YaCTOTOIO (3HAYHO MEHIO0, HIXK 1%).

llonimopgpni  eapianmu  2enie  (anenvHuti noaimMopgizm) — Pi3HI  BaplaHTH
nociigoBHocTet JIHK omHoro rena (jokyca), siki 3yCTpiYarOThbCS Y TMOMYJISIIl 3
yactotoro >1%. ITlomiMopdHi BapiaHTHM Te€HIB BHHUKAIOTh B pE3yjibTaTl MyTarlii,
IPOTE YacToTa iX 3yCTpivaabHOCTI HAbaraTo BUINA 3a MYyTallii.

CunvHi 2eHu — T€HU, SIK1 3HAYHO BIUIMBAIOTH Ha MPosB OararodakTopHoi o3Haku. Jis
PO3BUTKY 3aXBOPIOBAHHS HEOOXiJHA HEBEIMKA KITBKICTh “NATOJIOTTYHUX BapiaHTIB
[IUX T'€HIB.

Cnabki eeHu — TeHU, SIK1 HECYTTEBO BIUIMBAIOTh HA MPOSIB OararoakTopHOI O3HAKH,
ane (popMyrOTh TaK 3BaHUM FeHETUUYHUM (DOH, STKUM MIJICUIIIOE YU MOCIa0II0€ BHECOK
CWIbHUX TeHIB. ['€HeTHYHa CXWIBHICTH JO XBOpoOW Oyje 3ajekaTh BiJ BEIMKOI
KUIBKOCTI “TIaTOJIOTIYHKUX’ BapiaHTIB I[UX T'€HIB.

l'enemuunuti mapkep 3axeoprogants — NOMIMOP(GHUN BapilaHT CHUJIBHOTO I'eHa, SIKUN
YiTKO acOlIMOBaHUM 3 MPOSIBOM XBOPOOH.

Puzux — 11e IMOBIpPHICTb TOSIBH TIEBHOTO PE3yJbTary (HAMpHUKIaa, XBopoOu). Pusuk
MOKe TpuitmMaTu 3HadueHHs Bia 0 (MMOBIpHICTH pe3yabTaTy BiAcyTHsA) 10 1 (B ycix

BUIIAJIKaX OYIKY€EThCSI HECTIPUATINBUN PE3YIIHTAT).

Bionocnuii pusux (BP abo RR (sio anen. "Relative risk"))— e BigHOIICHHS 4acTOTH
BUIMAJIKIB XBOpOOW cepen ocid, sSki MawTh IependadyeHuid TeHETUYHUN MapKep
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(baxkTop pU3MKY), O YACTOTH XBOPUX CEpeJl THX, Y SKUX (hAKTOp PU3UKY BIACYTHIH.
BigHOocHUI pU3UK po3paxoBYETHCS 32 POPMYIIOL0;

_ Ax(C+D)

RR= Cx (A+B)

1e A — 9acTka XBOpHUX, Y SIKUX HassBHUN '€eHETUYHUI Mapkep, B — dacTka 3710poBHX, Yy
SAKUX € TeHeTHYHUM Mapkep, C — dYacTKa XBOpUX, Y SKWX TCHETUYHHA Mapkep
BiJICYyTHIM, D — 9acTka 310pOBHUX, Y SIKUX TCHETUIHUN MapKep BiICYTHIN.

Bionowenns wancie (BILL, abo OR sio "Odds ratio™) — oauH 3 OCHOBHHX CIIOCO0IB
KUIBKICHO OIHMCATH, HACKUIBKH BIACYTHICTh a00 HasSBHICTH XBOPOOM IIOB's3aHi 3
HAasBHICTIO YW BIJCYTHICTIO NMEBHOIO0 T'€HETUYHOIO MapKepa B KOHKPETHIA Trpymi
oOcTexxeHnx. BiHOIIIEHHS IAHCIB PO3Pax0OBYETHCS 32 (POPMYIIOLO:

Ax D

OR= Bx C

ne A — 4acTka XBOpHX, Y SIKUX HAassBHUW M'€HETUYHHUI Mapkep, B — yacTka 310poBuX, y
AKUX € TeHeTHYHUil Mapkep, C — 4YacTKa XBOpPHUX, y SKHUX T€HETUYHHI Mapkep
BIJICYyTHIH, D — yacTka 310poBUX, y IKUX TEHETUYHUN MapKep BIACYTHIN.

Mema pobdomu’ OUIHUTH BIJHOCHUI PU3MK Ta BIJHOIICHHS LIAHCIB PO3BUTKY
Her2-nosutuBHOTO paky rpynei Ta sS€4HUKIB (IPUYMHA PO3BUTKY MATOJOTIT —
MmyTalis B reHi Her2) y HociiB noiimopduux BapiantiB rena FGFR2 .

Pak MosouHOT 3a/103U Ta S€YHUKIB € HAWMOUTBII MONIMPEHUM MyXJIUHHUM
3aXBOPIOBAHHSIM cCepell KIHOK Yy CBITI. Ha chOorogHi € BIJOMUMH SIK CIaJKOBI
YUHHUKHA, TaK 1 (AKTOPU 30BHINIHBOTO CEPEJOBUINA, MO0 BIUIMBAIOTH HA PO3BHUTOK
[ILOTO 3aXBOpPIOBaHHI. HallBa)XMMBIIIMMU T€HETUYHUMH YHHHHKAMH € T€HEpaTHBHI
myTarii reHiB BRCA1l a6o BRCAZ2, ski 0O0yMOBIIOIOTH CHAakoBi (OpMH pPaKy
MOJIOYHOI 3aJI031 Ta SI€YHUKIB.

1o crocyeThcs Tak 3BaHUX CHOPaAUYHUX (HOPM, TO Ha CXUIIBHICTh 10 PO3BUTKY
paKy MOXXYTb BIUIMBATH MOJIMOP(HI BapiaHTH IHUIMX TEHIB, IO OEpyTh y4acThb y
KaHreporedesi. KpiMm Toro, BiAMOBigHI TOMIMOPGHI BapiaHTH MOXYTh OyTH
NOB’si3aHl 3 piI3HUMHU (OpMamMu 3axXBOPIOBAHHS, L0 BIUIMBAE Ha BUOIp CTpaTerii
JikyBaHHS Ta mnpodirakTuku. Tak, rimepekcmpeciss B pPaKOBUX KIITHHAX TIeHa

Her2/neu mnoB’s3aHa 3 HECHPHUSATIMBUM IPOrHO30M IMPOTIKAHHS Ta JIKyBaHHS
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3axBOprOBaHHSA. I OIIHKM PU3HWKY PO3BHUTKY TO3UTUBHOTO MYTaHTHOTO CTaTyCy
reHa Her2/neu e nouinbHUM TiepeBipsATH MONIMOPGHI BapiaHTH TeHIB, MyTaIlil KX
acoIliioBaHi 3 pO3BUTKOM paKy I'pyJiel Ta s€uHHKIB, Hanpukiag reHa FGFR2.

Xix poooTu:
1. BuxopuctoBytoun 6azy OMIM, natu xapakrepuctuky reHiB FGFR2 Ta

ERBB2 (Her2/neu) Ta ix mpoayKTiB (IUB. IpaKTHYHY PoOOTY &).

2. BukopucTtoByroud eNeKTpOHHI 0a3M JdaHWX Ta IHOI JOCTYMHI JKepena,
omucaTtd 0coOJUBOCTI HEr2-mo3uTUBHOrO paky rpyjacil Ta sSIEYHUKIB 3 TOYKHU
30py PO3BUTKY 3aXBOPIOBAHHS 1 MIIXOAIB JI0 JIIKYBaHHS.

3. 3a mpexacraBieHoro Tabmuiero po3paxyBatu RR ta OR s takux dakropiB

PHU3HKY TTOSIBA 3aXBOPIOBAHHS:
a) ¢hakTop pU3UKY — HasBHICTbH y TeHoTu anens C,
0) ¢akTop pU3UKY - HAABHICTh y reHoTHI aneins T,
B) dakrop pusuky - renotun CC,

r) akTop pusuky - renorurn TT,
1) ¢pakrop pusuky - renotun CT.

4. 3poOuTH BHUCHOBKH, CIHPAIOYUCh Ha HACTyNHI npaBuia: skmo RR um OR
JOpiBHIOE 1, MOYKHA 3p0OUTH BUCHOBOK, IO JOCHIKyBaHUHN (haKTOp HE BILIUBAE
Ha WMOBIPHICTh pe3yJIbTaTy (BIICYTHICTh 3B'SI3KYy Mik (DaKTOPOM 1 pE3yJIBTaTOM).
[Ipu 3HaueHHsx Ourbiie 1 poOUTHCS BUCHOBOK MPO Te, MO (PaKTOp MiABHUIILYE
4acTOTy BUMNAAKIB (mpsiMui 3B's30K). [Ipu 3HaueHHsX meHme | - mpo 3HUKEHHS

HWMOBIPHOCTI Pe3yJIbTaTy MpH BILTUBI (PakTopa (3BOPOTHUH 3B'S30K).

I'enorunu namienTiB (red FGFR2, momimopdHuuii Bapiant rs 2981582) ta Her2
CTaTyC paKky TpyjAei Ta s€YHUKIB

No I'enorun + =Her2 no3uTuBHMI,

MarjicHra .
- =Her2 HeraruBHUA
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No I'enorun + =Her2 no3uTuBHUIA,
ACieETa - =Her2 HeraruBHuii
3 CT -
4 CcC -
5 CT -
6 TT -
7 TT -
8 CT -
9 TT -
10 CT +
11 CC -
12 TT -
13 CcC +
14 CT -
15 TT -
16 CT +
17 CT +
18 CT +
19 CC +
20 CC +
21 CC +
22 CC -
23 CC +
24 CC -
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No I'enorun + =Her2 no3uTuBHUIA,
mamicaTa - =Her2 HeraruBHUi
25 CT +
26 CcC +
27 CcC +
28 CT +
29 CcC +
30 CcC +
31 CcC +
32 CT +
33 CcC +
34 TT +
35 CcC -
36 1T +
37 CcC +
38 TT -
39 1T +
40 TT +
41 TT +
42 CT -
43 CT -
44 CcC -
45 CC +
46 CC -
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No I'enorun + =Her2 no3uTuBHUIA,
ACieETa - =Her2 HeraruBHuii
47 CC -
48 CT -
49 CcC -
50 CT +
51 CT -
52 CT +
53 CT -
54 TT -
55 CC -
56 CC -
57 TT +
58 TT -
59 CT +
60 CT -
61 TT +
62 CC -
63 CT -
64 TT -
65 TT +
66 CC +
67 TT +
68 CC +
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No I'enorun + =Her2 no3uTuBHUIA,
mamicaTa - =Her2 HeraruBHUi
69 CT +
70 CT +
71 CT +
72 CT +
73 CcC -
74 CcC +
75 CC +
76 CcC -
77 TT +
78 CcC -
79 CcC -
80 TT -
81 CcC -
82 CT -
83 TT -
84 CC -
85 CC +
86 CT -
87 CT -
88 CC -
89 CC -
90 CC -
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No I'enorun + =Her2 no3uTuBHUIA,
ACieETa - =Her2 HeraruBHuii

91 CT -

92 CC -

93 TT -

94 CC -

95 CT -

96 CT -

97 CT -

98 CC -

99 CC -
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IIpakTuuHa podoTa 7. AHAJI3 MIKpPoCATEJITHUX MPO(LIIB MAIIEHTIB IPH MeINKO-
reHeTUYHOMY KOHCYJILTYBaHHI

MikpocarteniTi ado KOpOTKi TaHAeMHI moBTopH (awnen. short tandem repeats) —
11¢ TTOBTOPIOBaH1 MOCTIAOBHOCTI HYKJICOTH/IIB, III0 3HAXOJATHCSA y PI3HUX JIOKyCcax B
reHomMi JoAuHU. OUHUIS TIOBTOPY (MOCIIIOBHICTh, IO TOBTOPIOIOTHCS) s
MIKpOCATEeNiTiB CTAHOBUTH BiA 1 10 15 HyKI€oTH 1B, a KIIBKICTh MOBTOPIB — BiA 5 110
2000 paziB. MikpocaTeiTHI JOKYCH € BHCOKO MOJIMOPGHUMH, TOOTO KIIBKICTh
MOBTOPIB y MEBHOMY JIOKYCl € JayXe BapiaOenbHOI0 y pi3HHX oci0. bimbmie Toro,
HaBITh B OJHIET 0COOM Y TOMOJIOTIYHUX XPOMOCOMAaxX Maike 3aBXKJU CIOCTEpIraloTh
BIIMIHHY KUIBKICTh MOBTOPIB JIJII OKPEMOI'O MIKPOCATENITHOrO JIOKycy. BapianTu
OJIHOTO MIKPOCATEIITHOTO JIOKYCY, IO BIAPI3ZHSIOTHCS 3a KIJIBKICTIO TOBTOPIB,
MPUIHATO HA3UBATH anesisiMH. PI3HI MIKpOCATENITHI JOKYCH HPHUMHATO MO3HAYaTH
a00 3a Ha3BOIO I'€HA, B MEXaX SAKOT0 3HAXOIUThCs MoBTOp (Hanpukiaan, HPRT) abo 3a
MOJIOKEHHSIM Ha BIAMOBIIHIN Xpomocomi (TunoBuid 3anuc: D3S1358 - mikpocarenit
3HaXOAUTHCS B XpomocoMmi 3 mig HomepoMm 1358); ayienpHi BapiaHTH OKPEMOIO
JIOKyca BKa3yOThCS BiIOBIIHO KuTbKOCTi moBTopiB: D3S1358 (15-18) - ocoba €
reTepo3UroTO, Y AKOi B JAaHOMY JIOKYCl Ha OJHIM 3 FOMOJIOTIYHMX XpoMOcoM 3
BUSIBIICHO 15 OIMHUIE TOBTOPY, a Ha iHIIii - 18.

AHaJl3 MIKpOcaTeNTHUX MPOGUIB — IMIAXIA, 3a JOTOMOTOK SKOTO MOXKHA
BCTAHOBUTHU CTYIIHb POJAMHHMX 3B’SI3KIB MIXK OKPEMUMHU 0CO0aMHU (HAMPHUKIIAJ, MOXKE
BUKOPUCTOBYBATHUCS JJI BU3HAYEHHSI 0aThKIBCTBA). OCKIIBKH TaKl JIOKYCH € JIyXKe
Bapia0eNbHUMH, TOX, SKIIO MpPOaHaTI3yBaTh OJHOYACHO Ounblie 10 Takux JIOKyCiB
JUTSI TIEBHOTO 1HIMB1/1a, MOKHA OTPUMATH YHIKAIBHUI MIKpOCATETITHUI TPOdisIb miei
ocoOu, 110 He Oyje CHiBHajgaTd 3 BIAMNOBIAHUM MpodiieM >KOIHOI 1HINOI JIFOJAUHH,
OKpPIM MOHO3UTOTHUX OJU3HIOKIB (MMOBIPHICTH BHUIAJAKOBOTO CIIBMAIIHHS MpU
anamizi 13 mikpocaremiTHuX JOKyciB cranoButh 1 Ha 10'®). Ommak, sxmo ocobu
CropiHeH1 MiX co0orw (Hampukiad, OaTbKM 1 JITH), TO YacTHHA aJIeJliB
MIKpOCATENTHUX JIOKYCIB Y HUX OyJe chiBhaaatu (CTyHiHb CHIBMAIIHHS 3aJICKHUTh
BIJl CTYIIEHS CIIOPIAHEHOCT1), a/pKe ayelll MiKpOCaTENITHUX JOKYCIB yCHaJIKOBYIOTHCS
TaK camo, sK 1 ajielli TeHiB: TUTHHA OTPUMYE OJIMH aJieJib TAKOTO JIOKyca Bij MaTepi, a
1HIIMH BiJ 6aTtbka. TakuM YMHOM, SKIIO MPHU aHaTi31 MIKPOCATEIITHUX NMPOQLIiB JBOX
oci0 BUSIBJICHO BHUCOKMHA CTYyMiHb CHIBHOAJIHHSA, TO 1II€ € CBITYCHHSIM
OJIN3PKOPOJMHHUX 3B’SI3KIB MK TakKMMHM ocoOamu ([uisi OaThKIB Ta JITEH CTYIIHb

criBnaAiHHA cTaHOBUTH 50%).
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Mema pobomu: HaBUNTUCS BU3HAYATH WMOBIPHICTH 0AaTBbKIBCTBA JIJIsi MIEBHOT O0COOM

32 paxyHOK aHali3y MIKpPOCATENITHUX MpOQiIiB MaTepi, TUTUHH Ta MOTEHIITHOTO

OaTpKa

Xio pooomu:

1.1. Posrnsnpre HaBe[eHI y TaOmUIN MIKpocaTemiTHI mpodim marepi, ii

IUTHHU Ta MOTEHIIMHOro 0aThbKa JUTHHU.

Jlokycu AJeni MOXKITUBOTO Axnemni matepi Aneni AUTUHA
0aTbka
VWA 16-18 16-19 18-19
FGA 21-23 21-23 21-23
D21511 30-33.2 27-32.2 32.2-33.2
ARA 24 21-26 21-24
D3S1358 17-18 15-18 15-18
D18S51 15-16 13-20 13-16
DXS7132 14 13-16 14-16
DXS8378 10 12-12 10-12
D7S820 10-10 09-10 09-10
HPRT 15 14-14 14-15
THO1 07-09 9.3-9.3 07-9.3

1.2. Ha ocHOBI HaBeJIeHUX JaHWUX 3aMOBHITH TAOJIHUINI0 MIKPOCATEIITHOTO MPOdiTo

JTUTHHM, ]I BKaXITh JIOKYCH, ajielli Ta X WMOBIpHE MOXO/KEHHSI: M — Bix

Mmatepi, b — Big 6atbka, H — HE MOXKJIMBO BCTaHOBUTH.

Jlokyc

Asensb

IToxomxeH
HA

1.3. 3poOiTb BHUCHOBOK, YM € 4YOJIOBIK, MIKpPOCATENITHUNA NPOodUIb SKOro

HaBeNleHUN y Tabmuill, 6aThKOM daHOi nTuTWHU. HaBemiTe aprymeHTHd, Ha

OCHOBI YOTO BU 3pOOMIIM TAKUI1 BUCHOBOK.

2.1. Po3rnsiHbTe HaBeJeHl y TaOJuIll MIKpocaTeniTHI mpodiial Marepi, i JUTHHU

Ta DOTEHIIWHOTO O0aThKa JUTHHU.




Jlokycu AJeni MOXKITUBOTO Axneni matepi Adneni AUTUHA
0aTbka
VWA 17-18 13-17 13-18
FGA 19-22 21-21 21-22
D21511 29-31.2 30-31.2 29-30
ARA 20 18-25 18-20
D3S1358 17-17 14-15 14-17
D18S51 16-16 15-16 16-16
DXS7132 14 12-13 13-14
DXS8378 10 10-11 10-10
D7S820 10-10 10-11 10-11
HPRT 14 13-14 14-14
THO1 06-9.3 06-9.3 06-9.3

2.2. Ha ocHOBI1 HaBeJICHUX JaHUX 3aMOBHITH TAOJHUIFO MIKPOCATEIITHOTO MPOQLIIO
JTUTUHU, 7€ BKaXITh JIOKYCH, ajieli Ta iX WMOBIpHE MOXO/KEeHHS: M - BiA

marepi, b - Big 6arbka, H - He MOXJIMBO BCTAaHOBUTH.

Jlokyc

Anennb

[ToxomxkeH
HS

2.3. 3po0iTh BUCHOBOK, UM € YOJIOBIK, MIKPOCATEIITHUH MPOQ1Ib IKOTO HABEICHUN
y Tabnuil, 6aTbKOM JaHOi AUTHHHU. HaBemiTh apryMEHTH Ha OCHOBI YOTO BH

3pOOHMIIM TaKU BUCHOBOK.

3.1. PosrnsHbTE HaBeNEH1 y TaOIMIIl MIKpOCaTeIiTHI podiii MaTepi, il AUTUHU Ta

IMOTEHIIIMHOTO OaThKA JUTHUHH.

Jlokycu Aneni MOKITUBOTO Aneni matepi Aneni TuTUHU
OaTbKa
D8S1179 12-14 8-13 13-14

43



D21511 29-32.2 28-31 30.2-31
D7S820 11-14 10-10 10-10
CSF1PO 10-12 11-11 11-12
D3S1358 14-18 16-18 14-16
THO1 8-9.3 9-9.3 9-9.3
D13S317 10-12 11-12 10-12
D16S539 12-12 13-13 12-13
D2S1338 17-19 20-24 22-24
D195433 15-15 15-16 13-15
VWA 16-18 15-19 15-15
TPOX 8-8 8-11 9-11
D18S51 16-21 18-19 16-19
AMEL 4% XX Xy
D5S818 11-12 11-12 11-11
FGA 20-25 21-22 21-22

3.2. Ha ocHOBi HaBeeHUX JAaHWX 3aMOBHITH TAOIHUITIO MIKPOCATEIITHOTO MPOQIITIO
JTUTUHU, 7€ BKaXKITh JIOKYCH, ajiell Ta iX HMOBIpHE MOXO/KeHHS: M - BiA
Mmarepi, b - Big 6aTbka, H - He MOKJITMBO BCTAHOBUTH.

Jlokyc

Anenb

IToxomxken
HA

3.3.  3po0iTh BUCHOBOK, Y € YOJIOBIK, MIKPOCATEIITHUNA NPODLIb SIKOTO HaBEICHUIM
y Tabnuil, 6aTbKOM JaHOi AUTHHHU. HaBemiTh apryMeHTH Ha OCHOBI YOTO BH
3pOOMIIM TaKUi BUCHOBOK.
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IIpakTuuna pooora 8. IlpyHUMIK poOOTH 3 reHeTHYHOI0 0a3010 1anux OMIM

OMIM (Online Mendelian Inheritance in Man) Ha chOTOAHI € HaWOUIBII TOBHOIO,
MEePEBIPEHOI0 Ta AaBTOPUTETHOIO 0a3010 TaHWX TEHIB JIOAUHU i OOYMOBJICHHX HUMHU
o3Hak. baza OMIM wmictuth iHpOpMaIlitOo PO BCi BIOMI T'€HHI CIIaJKOBI XBOpOOH,
JesiKI XpOMOCOMHI CHHJpOMHU 1 omuc mpubiuzHo 17000 reniB moguHu. OCHOBHA
yBara mpuaUIS€eThCs 3B’ 3Ky MK (peHOTUIOM Ta reHotunoMm. Koxuuii dpeHotun abo
red Mae yHikanpHud MIM igentudikatop (mectusHayHuii Homep). baza
OHOBJIIOETHCS MIOICHHO.

OcHo6HI mepMinUu ma NOHAMMA:

MIM (Mendelian Inheritance in Man, MeHJENIBChKE CHMAJKyBaHHS Yy JIFOJWHH)—
ONUC CHAJKOBUX Ta MATOJOTIYHMX O3HAK JIIOJWHU Ta TE€HIB, IO X OOYMOBIIOIOTH.
baza OMIM e enexrponHoro Bepciero MIM.

Homep MIM — mecTu3HayHUN 1A€HTU(PIKATOP IS KOKHOTO Te€Ha Ta 03HAKH, 110 € Y
6a31 OMIM.

Momnoecenni xeopobu ma o3znaku (single gene disorders and traits) — T€HETHYHI

XBOPOOM Ta O3HAKH, MPOSIB SIKUX O0YMOBJICHHI OJHUM T€HOM.

XpomocomHi 3axeoprosantsi — 3aXBOPIOBAHHS, 1110 CIIPUYMHEH] 3MIHOIO y CTPYKTYpi
a00 KUIBKOCTI XPOMOCOM.

bacamogoxkmopni x6opobu — MONITeHH1 3aXBOPIOBaHHS (IIMPOKO PO3MOBCIOKEHI
XBOpOOH, y TOMYy uucii ¥ 1H(EKIiiH1), ki 00yMOBIIEHI T€HOTUIIOM Ta BIUIMBOM
HaBKOJIMIITHHOTO CEPEIOBUIIA).

(L3

exeopoou”  ("Nondiseases") — craHMm IJIOOWHU, SKI HE  BBaXAIOTHCH
MAaTOJIOTIYHUMH, HE BXOIATh N0 neperniky xBopod BOO3 (BcecBiTHbOI opranizaiii
OXOpPOHH 3/I0pOB’S), ajieé MOXYTb CyTT€BO TNOTIPIIYBaTH SAKICTb JKUTTS JIOJAMHU
(Hanpuknana: ayna, HyAbpra, XpoHiyHa Broma, Baxkkui [IMC tomo).

l'enemuuni  x6opobu comamuyHux KuUmMuH — 3aXBOPIOBaHHS (HAINpHUKIAL,
OHKOJIOT14H1), TPUYUHOIO SIKUX € COMAaTUYH1 MyTallii.

Kniniunuii cunoncuc — BKOPOYEHUH ONUC 3aXBOPIOBaHHS, KyIOu BXOJSTh CIMCOK
OCHOBHHMX CHMIITOMIB, TUII CIIAJIKyBaHHS Ta MOJIEKYJISIPHI IPUYUHU MATOJIOTIi.

pter, qter — TemoMepHi IUISHKH KOPOTKOTO Ta JOBIOr0 IUIEYEH XPOMOCOMH
BIIIIOBIIHO.
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9034.2 — npukiaj 3amucy po3TallyBaHHs I'eHa/JIOKyca y T€HOMI JIFOJUHU 3TiJIHO 3
OpUMHATOIO i audepeHiiiiHo mnodapOoBaHUX XPOMOCOM  IIMTOI€HETUYHOIO
HOMEHKJIATYpoIo (eTanbHo AuB. TeMy (G-3a0apBieHH).

l'enomni xoopounamu — MICIIe PO3TAIIyBaHHA HYKJICOTHAHOI ITOCIIOBHOCTI
reHa/nokyca y redomi 3rijHo 3 GRCh38 (octanus 30ipka pedepeHTHOTO reHoMy
moaunn). I[lpuknang 3ammcy:11:47,331,406-47,352,702, ne 11 — xpomocoma,
47,331,406-47,352,702 — mopsAKOBI HOMEpPU HYKJICOTHJIB TMOYATKy Ta KIHIIA
nociigoBHOCTI. Hykneotuau HyMepytoTh y HanpsiMKy pter — qter.

Mema po6omu: oTpuUMaTH OCHOBHI ySBJICHHS MPO POOOTY 3 €IEKTPOHHOIO 0a30t10
OMIM.

Xio pooomu:
Yacruna 1. [lomyk 1 anani3 iHpopmarlii 3a Ha3BOIO CIAKOBOI XBOPOOH.

1. 3aiinite 3a mocuiaanasaM https://omim.org/. Tlepen BaMH BiIKPHETHCS HACTYITHE

BIKHO:

;,_ About Statistics ~ Downloads ~ Contact Us MIMmatch Donate - Help ~ ]

YEARS

MIM

Human Genetics Knowledge
for the World

OMIM®

Online Mendelian Inheritance in Man®

An Online Catalog of Human Genes and Genetic Disorders
Updated October 21, 2020

Advanced Search : OMIM, Clinical Synopses, Gene Map | Search History
Need help? : Example Searches, OMIM Search Help, @) OMIM Video Tutorials

Mirror site : https://mirror.omim.org

BBenith y psaky nmomryky Has3By xBopoou “achondroplasia”. Binkpuerbcst BikKHO 3
MEPENIKOM Pe3yJIbTaTIB MOUITYKY:
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achondroplasia Q Options + | View Resuls as: [EERERTERRRERE e

Display: E Highiights

Search: 'achondroplasia '
Results: 55 entries. Show 100 | Dewnload As~ | | « First | < Previous | Next: | Last»

11 # 100800. ACHONDROPLASIA; ACH
Cytogenetic location: 4p16.3
Matching terms: achondroplasia
» Phenotype-Gene Relationships ® ICO+ # Links

2 # 616482. ACHONDROPLASIA, SEVERE, WITH DEVELOPMENTAL DELAY AND ACANTHOSIS NIGRICANS; SADDAN
Cytogenetic location: 4p16.3
Matching terms: achondroplasia
» Phenotype-Gene Relationships ® ICO+ # Links

3 200900. SHORT-LIMB SKELETAL DYSPLASIA WITH SEVERE COMBINED IMMUNODEFICIENCY
Matching terms: achondroplasia
» ICO+ » Links

4 *134934. FIBROBLAST GROWTH FACTOR RECEPTOR 3; FGFR3
FGFR3/TACC3 FUSION GENE, INCLUDED
Cytogenetic location: 4p16.3, Genomic coordinates (GRCh38): 4:1,793,292-1,808,871
Matching terms: achondroplasia
» Gene-Phenotype Relationships P Links

3aHOTYWTE y MPOTOKOJ1 POOOTH, CKUIBKK PE3yibTaTiB 3a 3allUTOM BU OTPUMAJIH;
MOSICHITh, YOMY P€3yJIbTaTIB OUIbIIE HIXK OJIUH 1 10 00’ €HYE 111 Pe3yIbTaTH.

3. [lepeiiaiTh 3a nepmuM NOCUIaHHSAM. BiIKpHeThCS HACTYITHE BIKHO:

Sea MIM Q Options ~  Display: @ rigniights

B0 4100800
Title » Protein
Phenotype-Gene ACHONDROPLASIA: ACH ¥ Clinical Resources

Relationships

. N Clinical Trials
Clinical Synopsis

: 0 EuroGentest
Text Phenotype-Gene Relationships s

Description Phenotype Phanatype Genellocus Genetic Alliance

Clinical Features Location Phenotype MIM number Inheritance mapping key GenelLocus MIM number ief”e”“ Home
\eference

Inheritance 4p16.3 Achondroplasia 100800 AD 3 FGFR3 134934 TR

Mapping GARD

o OrphaNet
| PheneGene Graphics ~ [2] POSSUM

» Animal Models

Molecular Genetics

Diagnosis

Clinical Management

Population Genetics v TEXT

» Cell Lines
Histery Anumber sign (#) is used with this entry because achondroplasia (ACH) is caused by heterozygous
See Also mutation in the fibroblast growth factor receptor-3 gene (FGFR3; 134934) on chromosome 4p16.3.
References

Contributors

N W S S,

3anumite y mpotokoii pobotu: MIM-inentudikatop xBopoOu, THN CHagKyBaHHS
XBOpOOM, KUIBKICTh T'€HIB, IIO OOYMOBIIOIOTH XBOpPOOy, iX Ha3By, XPOMOCOMHY
nokamizamiro Ta MIM inenTudikatopu reHis.

4. HaTucHITh Ha KHOIIKY
3aHOTY#TE Y TPOTOKOJI pOOOTH CUMITTOMATUKY 3aXBOPIOBAHHS.

5. TloBepHiThCS Ha CTOpPIHKY OOpaHOTO 3axBoproBaHHs. HaTWCHITP Ha KHONIKY

, 00epiTb 3pyuHy A Bac (OpMy TMpeACTaBICHHS pPE3yJbTaTiB.

VYBaXXHO pPO3IUBITECA B3a€MO3B’A30K  JOCHIIKYBaHOI XBOpoOM 3  IHIIMMHU
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NaTOJOTIYHUMM CTaHamMu.  Po3apykyiTe pesylabTar 3amury, BKIEHTE HOro y
MPOTOKOJL.

6. IloBepHiTbCSI Ha OCHOBHY CTOPIHKY pe3ynbTary. llepeiifiTh 3a MOCHIAHHSIM
Location. ¥ mnpoTokon poOOTH MEpenuiliTh pe3ysibTaT, SKHA Oe3MoCcepeHbO
CTOCYEThCS TeHa, 10 00YMOBITIOE 00paHEe 3aXBOPIOBAHHS.

7. Ha oCHOBHI# CTOpIHIII pe3y/bTary. nepeiiaiteh 3a nocuiandsm Gene/Locus MIM
number. 3anHoTyiiTe y mHPOTOKONM POOOTH TEHOMHI KOOPIWHATH TEHA, MOTO
dbyHKIIII0, Ta MEPENTiK BCiX CHaakoBuX XBopoO (3 MIM Homepamu), Kl CIIPUYHHEHI
MYTalisIMH y [IbOMY T'€Hi.

Yacruna 2. [Tomryk 1 anani3 iHpopmailii 3a Ha3BOIO T'eHa.

1. Ha rosoBHiii cTopiHmi caiTy https://omim.org/ BeBediTh y psAAOK MONIYKY Ha3BY
rena “MGMT”.

Display: Highlights

Search: ' MGMT '
Results: 4 entries. Download As =

1. #156569. METHYLGUANINE-DNA METHYLTRANSFERASE; MGMT
Cytogenetic location: 10q26.3, Genomic coordinates (GRCh38): 10:129,467,240-129,770,082
Matching terms: mgmt
P Links

2 #137800. GLIOMA SUSCEPTIBILITY 1; GLM1
GLIOMA OF BRAIN, FAMILIAL, INCLUDED; GLM, INCLUDED
Cytogenetic locations: 2q34. 17p13.1, 17q12
Matching terms: mgmt
» Phenotype-Gene Relationships Phenotypic Series ® ICD+ W Links

3 #615826. SPERM-TAIL PG-RICH REPEAT-CONTAINING PROTEIN 1; STPG1
Cytogenetic location: 1p36.11, Genomic coordinates (GRCh38): 1:24,356,098-24,415,532
Matching terms: mgmt
» Links

4 *300329. ZINC FINGER- AND BTB DOMAIN-CONTAINING PROTEIN 33; ZBTB33
Cytogenetic location: Xq24, Genomic coordinates (GRCh38): X:120,250,811-120,258,397
Matching terms: mgmt
» Links

3aHOTYy#TE, CKIJIbKA BH OTPUMAITH PE3YJIbTATIB 32 3aITUTOM.

9. IlepeliaiTh 3a MOCWJIAHHAM, IO BIANOBIIA€E HAHOUIBII PEICBAHTHOMY PE3YJbTaTy.
Biakpuerbcst HACTyIHE BIKHO:
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Table of Contents * ]56569 v External Links

» Genome
Title
Text METHYLGUANINE-DNA METHYLTRANSFERASE; MGMT .+ DNA
Cloning and Expression
Gene Structure HGNC Approved Gene Symbol: MGMT Claety
:::z:nctm Cytogenetic location: 10q26.3 Genomic coordinates (GRCh38): 10:129,467,240- > Gene Info
Reerences 129,770,982 (from NCEI) » Clinical Resources
Contributors ¥ Variation
Creation Date TEXT 1000 Genome
Eait History v Cloning and Expression ;:2::[,
0(6)-alkylguanine is the major mutagenic and carcinogenic lesion in DNA induced by simple gx:';’ E:z:f
alkylating mutagens because of its preference for pairing with thymine during DNA replication. This HGVs
adduct in DNA is removed by a ubiquitous and unique repair protein, O(6)-methylguanine-DNA NHLBI EVS
methyltransferase (EC 2.1.1.63). This protein, unlike true enzymes, accepts the alkyl group from the PramGHe
lesion in a stoichiometric second-order reaction. The methyl-acceptor residue is cysteine. Tano et al. » Animal Models

(1990) cloned the ¢cDNA of the human MGMT gene in an expression vector on the basis of its rescue
a a2 - P— -~

» Cellular Pathways

[lepenumiTe y 30t MIM iaeHTH(IKATOP reHa, HOro XpOMOCOMHY JIOKaTi3aliio Ta
T€HOMH1 KOOPAMHATU. 3aHOTYHTE (PYHKIIIIO MPOAYKTY T'€Ha.

3. Axio € iHdopmariist po PEeHOTUIIOBI €PEeKTU MyTaIllid YU OJIIMOPGHUX BapiaHTIB
LbOT0 T'€Ha, TO MEPENUILITH L0 1H(HOPMAIIIIO Y TPOTOKOJ POOOTH.

Yacruna 3. I[lomyk Ta anami3 indopmariiii 32 MIM-HOMepom.

1. IToBepHyTHCSI Ha OCHOBHY CTOpPiHKY caity https://omim.org/. Bsectu y psaxy
nomyky iaeHtudikatop MIM “191900 ”. BigkpieTbcs BIKHO:

191900 Q Options ~ | View Results as: [{C g E e

Display: B Highlights

1: #191900. MUCKLE-WELLS SYNDROME; MWS
Cytogenetic location: 1g44
Matching terms: 191900
» Phenotype-Gene Relationships » ICD+ P Links

21 * 606416, NLR FAMILY, PYRIN DOMAIN-CONTAINING 3; NLRP3
Cytogenetic location: 1q44, Genomic coordinates (GRCh38): 1:247,416,162-247,448,822
Matching terms: 191900
» Gene-Phenctype Relationships ® Links

3 # 120100. FAMILIAL COLD AUTOINFLAMMATORY SYNDROME 1; FCAS1
Cytogenetic location: 1q44
Matching terms: 191900
» Phenotype-Gene Relationships » Phenotypic Series » ICD+ W Links

4 # 617772. DEAFNESS, AUTOSOMAL DOMINANT 34, WITH OR WITHOUT INFLAMMATION; DFNA34
Cytogenetic location: 1q44
Matching terms: 191900
» Phenotype-Gene Relationships » Phenotypic Series » ICD+ W Links

5 # 105200. AMYLOIDOSIS, FAMILIAL VISCERAL
Cytogenetic locations: 4q31.3, 11923.3. 12q15, 15921.1
Matching terms: 191900

3aHOTYyiTe y 30LIUTI, CKIJIbKM OTPUMAHO PE3yJbTATIiB 3a 3aIUTOM, MOACHITh, YOMY
pe3yNbTaTiB OUIbIIE HIXK OJIMH 1 1110 00’ €HYE 11l pe3yJIbTaTH.
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2. IlepeiiTu 3a MOCUJIAHHSM, 1110 BIJIMOBIA€ HANOUIBII PEIEBAHTHOMY PE3yJIbTaTy.

Q Options ~ | Display: & Highiignts

#191900

Table of Contents

v External Links

» Protein

Alternative titles; symbols

URTICARIA-DEAFNESS-AMYLOIDOSIS SYNDROME
UDA SYNDROME
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1. Ha BepxHiit maneni caiity y 3arojoBky Statistics 006epith Entry Statistics.

Bawm BinkpueThcs HaCTyMHA TaOIHIIS:

OMIM Entry Statistics

Number of Entries in OMIM (Updated October 21st, 2020) :

MIM Number Prefix Autosomal X Linked Y Linked Mitochondrial Totals
Gene description * 15,536 744 51 37 16,368
Gene and phenotype, combined + 30 0 0 0 30
Phenotype description, molecular basis known # 5516 348 5 33 5,902
Phenotype description or locus, molecular basis unknown % 1,416 115 4 0 1,535
Other, mainly phenotypes with suspected mendelian basis 1,662 103 3 0 1,768
Totals 24,160 1,310 63 70 25,603



3aHeciTh TAONUIO Yy 30IIMT. 3’ SICYHTE, IO 03HAYAIOTh YEPBOHI MOMITKU y TaOIHUII.
3. IlepeiiniTh 3a KOKHUM MMOCHJIAHHSM Y psiiKax (KpiM CTOBITYHKY T otals).

4. 3a KO)KHUM TIOCWJIAHHSIM 00€piTh (BUIBHO YM 3a BKa3iBKOIO BHKJIaJada) 3aruc 3
0a3u TaHMX Ta BUKOHAWTE 3aBJaHHS 4acTUH 1-3, B 3aJie’KHOCTI Bia iHGOpMaIlii, Ky

MICTHUTB 3aIIUT.

5. Ha BepxHniii maHenmi caidty y 3arojoBky Statistics obepite Phenotype-Gene
Statistics. Pe3yapTaTi MOIIYKY 3aIpOTOKOIIOBATH.

6. Ilepeitnite 3a mocumimanHsaMm https://omim.org/geneMap/#, ne # - 1e mo3Hauka
xpomocomu (1-22, X, Y). 3aHoTyiiTe y NpPOTOKOJi POOOTH 3arajibHy KiJbKICTh
JIOKYCIB JUISI KOSKHOT XpOMOCOMH:

Xpomocoma 3arajibHa KUIbKICTh I'eHiB/JI0OKYCiB

7. s cTaTeBUX XpOMOCOM CKJIaiTh TAaOJUIIO IICEBI0AYTOCOMHUX JIOKYCIB:

I'en/JIokyc Honoxenns B X- I'en/JIokyc
XpOMOCOMI
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